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HAAHALUOHAADbHbBIE (MEXAYHAPOAHbBIE) PEKOMEHAALLUU
NO HACAEAYEMbIM AHEBPU3MAM U PACCAOEHUAM TrPYAHOW AOPTbI

SUPRANATIONAL (INTERNATIONAL) GUIDELINES
FOR HERITABLE THORACIC AORTIC ANEURYSM AND DISSECTION

HapHauuoHanbHble (MeXaAyHapoaHble) pekoMeHaaLUmm no HacneayemMblM aHEBPM3MaM 1 PACCOEHUAM rpya-
HOWM aopTbl pa3paboTaHbl rpynnor cneunanmcToB EBpasuiickoin accouuvauum TepaneBToB, benopycckoro Ha-
y4yHOro obuiecTBa KapamnonoroB U PoccuiiCKOro Hay4yHoro MeauumHckoro obuiecTsa TepaneBToB, YTBEPXIAEHbI
Ha |l cbe3ne EBpasuiickon accouuaumnm tepanestoB 19-20 mas 2016 roma (EpesaH), VIl cbe3ne kapamosno-
roB, KAPANOXMPYProB, PEHTFEHOHA0BACKYNSIPHbBIX U COCYAUCTbLIX XMpyproB Pecnybnuku benapycb 15-16 neka-
6ps 2016 ropa (MuHck).

Kno4eBbie crioBa: 3a60/1eBaHMs a0PTbl, HACEAYEeMble aHeBPMU3Mbl M PACC/I0EHUS rPYAHOM a0PThbl, HAC1E€ACTBEH-
Hble HapyLLIEeHUsI COeANHUTEIbHOU TKaHU, HaaHaLUoHabHbIe (MexXayHapoaHbIe) pekoMeHaaummn

Supranational (international) guidelines for heritable thoracic aortic aneurysm and dissection were developed by
the experts committee of the Eurasian Association of Internists, Belarusian Scientific Society of Cardiologists and
Russian Scientific Medical Society of Internal Medicine, and approved by the Il Congress of the Eurasian Association
of Internists on 19-20 May 2016 (Yerevan), as well as by the VIl Congress of Cardiologists, Cardiosurgeons, X-ray
Endovascular and Vascular Surgeons of the Republic of Belarus on 15-16 December 2016 (Minsk).

Keywords: thoracic aortic diseases, heritable aortic aneurysm, aortic dissection, hereditary connective tissue
disorders, supranational (international) guidelines

JaHHbI OKYMEHT ONUCBIBAET OCTPbIE U XPOHUYeCKne 3aboneBaHns rpyaHon aopThl Y B3POCSbIX HA POHe acco-
LMMPOBAHHbIX HACNEACTBEHHbIX HAPYLUEHNI COEAMHUTENBHOM TKaHN.

dopmMbl packpbITUS KOHPNMKTA MHTEPECOB aBTOPOB U PELLEH3EHTOB PEKOMEHJALUUi OOCTYMNHbI HA canTte EAT
https://euat.ru/education/national-recommendations; PHIL, «KAPAWONOIMA» http://www.cardio.by/natsionalnie-
rekomendatsii.

Aapeca gns nepenuckun: Andrei Rudoy, Military Medical Department. Belarussian State Medical University, Neza-
visimosti Avenue, 71, 220116; Minsk, Belarus. Tel.: +375 29 377 0 50; Fax: +375(17)2726197; e-mail: andrewrudoj@
gmail.com; voenmed®@bsmu.by

Copaep>xaHne gaHHbIX pekoMeHaaumin onyeMKOBaHO UCKTIOUYNTENbHO OJ1S UCMOJIb30BaHUS B JIMYHbLIX 1 006pa3o-
BaTeNbHbIX Lenax. He gonyckaeTcs KOMMepyeckoe MCMNoib30BaHUE COoAepXXaHus pekomeHaauuin. PekomeHaaumm
He MOryT ObITb NepeBeaeHbl Ha Apyrme A3blki MO0 BOCNPOM3BEAEHbI MOSIHOCTLIO UM YacTUYHO 6e3 NMCbMEHHOrO
cornacwus.

OTka3 oT oTBeTCTBEHHOCTU. PekomeHaauum otpaxatoT B3rnanbl EAT, BHOK, PHMOT n ocHoBaHbI Ha TLL,ATETbHOM
aHann3e Hay4YHbIX AaHHbIX, JOCTYMHbIX BO BPEMS X NoArotoBkm. CneayeT npuaepXmBaTbCs AaHHbIX PEKOMEHOaLNN
B MPOLECCE MNPUHATUS KIIMHNYECKUX PELLUEHUI; B TO XK€ BPEMSA PEKOMEHAAUMN HE MOFYT 3aMEHUTb JINYHYIO OTBET-
CTBEHHOCTb MeANUMHCKNX PaBOTHMKOB C YYETOM MHAOMBMAOYAbHbIX 0COOEHHOCTEN 1 NPeanoYTeEHNA NALMEHTOB U,
npu HEOOBXOAMMOCTN, NPEANnOYTEHNNM NX ONMEKYHOB 1 noneynTenen. MeanumHckmne paboTHUKK Takke HECYT OTBET-
CTBEHHOCTb B OTHOLLEHUW AOMNONHUTENIbHO NPOBEPKN BCEX Haasexalmx TpeboBaHuin U NpaBu nepen HasHavyeHu-
€M JIEKapCTBEHHbIX CPEACTB U UCMOJIb30BAHMEM MeAMUMHCKOro 060pya0BaHMS.

Pa6ouas rpynna no noAroToBke TeKCTa pekoMeHaauui

MpeacepaTtens: .M.H., npod. A. C. Pygoi (r. MmnHck).
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COKPALLEHUA U YCAOBHbBIE OBO3HAYEHUA

Coo0wecTBa U opraHusauum

BHOK - Benopycckoe Hay4yHOe 06LLLECTBO Kapanono-
ros
EAT — EBpasuiickas accoumnauuns TepanesToB

PHMOT - Poccuiickoe Hay4yHoe MeauumHcKoe obuie-
CTBO TeparneBToOB

ACC — (American College of Cardiology). AmepukaH-
cKasi Konnerunst Kapamosoros

AHA — (American Heart Assosiation). AMepukaHckas
accoumaumsl Kapamonoros

ESC — (European Society of Cardiology). EBponeii-
ckoe 06LLECTBO Kap4nonoros

UccnepoBaHunsa
GERAADA - German Registry for Acute Aortic Dissection
Type A
IRAD — International Registry of Aortic Dissection
CokpalieHus
ABA — aHeBpu3Ma BPIOLLIHOM aopThl
Al — apTepuanbHas rmnepTeH3ns

ATA (AAT)- aHeBpu3ma rpyaHOM aopThl

AL — ayTOCOMHO-AOMUHAHTHbIN

AMMNN -aHeBpmn3ma MexnpencepaHon Nneperopoakm

AoK —aopTalibHbI KnanaH

AoP —aopTajnbHag peryprutaums

AOC — aHEeBpPU3M-0CTeOapTpUTa CUHOPOM

AP — ayTOCOMHO-PELLECCUBHbIN

APA — aHTaroHUCT PELLEeNTOPOB aHMMOTEH3MHA

APTrA —aHeBpuU3Mbl U pacceyvyeHus (paccnoeHus)
rPYAHOM aopThl

ATAK —acUMMEeTPUSa TPEXCTBOPYaTOro aopTajbHOro
KnanaHa

BAB — B-appeHobnokaTopsl

BAINK —BopoHkooOpasHaa pfgedopmauus rpyaHomn
KNeTKn

BKM — BHEKJTIETOYHbIN MaTPUKC

BT JIDK - BbIXOOHOW TPaKT JIEBOr0 XeNyaoyka

MK — rnagKoMblLLEYHble KNeTKMN

rMmc — rMnepMo0bunbHOCTbL CYCTaBOB

AAK — ByXCTBOpYaThli (6uKycnupanbHblil) aop-
TanbHbIN KNanaH

OO0A — OOJDKHbBI ANaMeTp aopThl

UBC — nwemmnyeckasn 6onesHb cepaua

UMr — VHTpamMypaJsibHble reMaToMbl

UPA — VHOEKC pa3Mepa aopThl

KA — KOpeHb aopThbl

KArK — knnesngHaa gedopmaums rpyaHon KneTkmn
KoA — KOapkKTauusa aopTbl

KT — KOMMbloTEPHAA TOMorpadus

nac —Jlynca — QuTtua cuHapom

JIXK — IEBbIN XENyAo4ekK

JIKC — NleBasd KOPOHapHas CTBOPKa
Jn — JIeBOE npencepove

MA — MUKCOMaTO3Has aereHepaums

MMN — MaTpuyHble (MaTPUKCHbIE) MeTannonpoTen-
Ha3bl

MP — MUTpasnbHasa peryprutaumsa

MPT — MarHMTHO-pe30oHaHCcHasa ToMmorpadus

MCKT - mynbTucnupanbHas KOMMbioTepHas TOMOorpa-
dunsa

HKC — HEKOPOHapHaa CTBopka

HHCT - HacnencTBeHHble HapyLUEHUS COeanHUTESNb-

HOW TKaHu
HCAPTA - HecnHapomHble dopmbl APTA

OAN — OTKPbITbIN apTepuasbHbI NPOTOK
OAC — OCTPbI aopTasibHbIA CUHAPOM
000 — OTKPbITOE OBaJ/IbHOE OKHO

oP — (relative risk, RR). OTHOCUTENBHbIN PUCK

NAK — nponarc aopTanbHOro KnanaHa

NA| — NeHeTpupyloLme aopTasbHbIE 93Bbl
nBa —napagokKcanbHasg BeHO3Has aMb0onus
mx — NpaBblii Xenyno4ek

nKC — npaBasi KOpoHapHasa cTBOpKa

NMMVK — nponanc MUTPanbHOro KnanaHa

nn — npaBoe npencepane

nnT —nnouwlanb NOBEPXHOCTU Tena

nTK — nponanc TPMKYCNuUaanbHOro KianaHa

na — napajgokcanbHas amoonus

naT — NO3NTPOHHO-3MUCCUOHHas ToMmorpadpus

PA — paccnoeHue (paccevyeHne) aopThl

PAAC — PEHUH-aHTMOTEH3UH-a/IbAOCTEPOHOBASA CUC-
Tema

PKW — PaHAOMN3NPOBAHHOE KJ/IMHUYECKoe wucchne-
[OBaHue

CAU — CUHAPOM apTepunanbHON N3BUTOCTHU

cAPFA -cuHgpomHbie dopmbl APTA

CBCT -cucteMHoe BOBJEYEHVE COEOANHUTENbHON
TKaHu

CM —cuHgpom MapdaHa

cnAPrA - cnopagunyeckne dopmbl APTA
CC3 — cepaeyvyHo-cocyamcTele 3aboneBaHus
CT — coeauHUTENbHas TKaHb

CTr — CMHOTYOYNSPHbLIN rpebeHb, Unn coegmnHeHne
TKK — TPUKyCNnAaanbHbIA KnanaH
TNA — TpaBMaTM4yeCcKoe NoBpexaeHne aopTol

TTIOxoKI - TpaHcTOpakanbHas axokapanorpadus
y3O-I -ynbTpadBykoBas gonnneporpadus

Y3U — yNbTPa3BYKOBOE UCCNenoBaHne
YN3xoKI - ypecnuweBoaHas axokapauorpadus
dOA — daKTnyeckmin gnameTp aopThl

DK AoK — dprbpo3Hoe KOJbLo aopTanbHOro KnanaHa

34AC — cuHapom dnepca — anHno

OKTI — aflekTpokapanorpaMmma

AxoKIN - axokapauorpadus, axokapamorpaduyeckui

FBN —reH pubpunnunHa

MASS - (akpoHuMm: Myopia, Mitral valve prolapse, Aor-
ta, Skeleton, Skin). Muonusa, MuTpanbHbIA
KnanaH, aopTa, Koxa, ckenet

TGFB1 - TpaHchopmupyowmii poctoBoi paktop B1
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NMPEAUCAOBUE

B PekomeHpauusx obobuieHa v npoaHannampoBa-
Ha gokasaTenbHas U OOCTYynHas HA MOMEHT HanucaHus
Hay4yHas M MeauuMHCcKas MHdopmMauus, Kacalollaacs
3ab0/1eBaHMIN aopThbl (aopTonaTtuin) Npu HacneayemMbix
aHEeBPU3Max 1 PACCII0EHUSX FPYAHOW a0PThl C LLENbIO MNO-
MOLLM MPaKTUKYOLWMM Bpadamu B BbIGOpe onTUMasbHbIX
cTpaTteruii BefeH1s naumeHTa ¢ JaHHbIMW COCTOSIHUSIMU.

JaHHble PekoMeHpauun npeactaBnsioT coboii odpu-
uranbHy No3uumvio Tpex coobLLecTB No 0603HaAYEHHOM
npo6neme. YneHol NpobremHol kKommccum b1 oTobpa-
Hbl EBpasunckon accounaunen tepanestoB (EAT), beno-
PYCCKMM HayyHbiM 06LwiecTBoM kapauonoros (BHOK) n
Poccunincknm HayYHbIM MeOMUMHCKMM 0OLLEeCTBOM Tepa-
nesToB (PHMOT) ¢ uenbto cosgaHus nNpeacTaBUTeNnbCTBa
npodecCOHaN0B, BOBMEYEHHbIX B OKas3aHwe MOMOLLM
naumeHTam gaHHoro npodwuns. beina npoBeaeHa BCeCTO-
POHHASA OLEHKa OOCTYMNHOW AoKasaTesbHOW 6a3bl Mo Be-
OEeHVIO (BK/oYasa AMArHOCTUKY, NedeHne, npodunakTuky mn
peabunmMtaumio) nauMeHToB C JaHHOW NaTosornen.

Mpun nop6ope 1 N3NoXeHUM MaTePUanoB Mbl CTPEMUINCH
PYKOBOACTBOBATLCH OCHOBOMONAraloWyM  NPUHLMNAMU,
npeabaBnseMbiMU K KIMHUYECKMM PYKOBOACTBaM, 00Lueit
KOHEYHOW Lenbio KOTOPbIX SBASETCS COBEPLUEHCTBOBAHMWE
KJIMHUYECKOWM MPaKTVKM M MOBbILIEHVE Ka4yecTBa MEeOVLMH-
CKOW NOMOLUM NauneHTamM Kapamonornieckoro npoduns.

BblpaboTaHHble MHEHUS MPU3BaHbl CNYXUTb OPUEH-
TUPOM AJ19 NPaKTMYeCKUX Bpayer B Bonpocax npopunak-
TUKW, ONArHOCTUKU U JIEYEeHUs CepaevyHO-COCYaUCTbIX
3a60neBaHN C NPUHATUEM ONTUMASbHBIX KIMHUYECKNX
pPELleHMn, OCHOBAHHbIX Ha MNPUHUMNAxX JgokasaTesb-
HOM MeOVLUMHbI, BKJIOYaa OTHOLUEHME «PUCK — MONb3a»
(tabn. 1,2) .

OKCnepTbl U PELLEeH3EHThbl 3anofHUAN «AeKnapauum
KOHONNKTA MHTEPECOB» MO BO3MOXHbIM UV UMEIOLLM-
cs KOHONMKTaM MHTepecoB. JOMONHUTENbHO O 9KC-
NnepTmM3bl HaLNOHAsbHbIX PEKOMEHAALNM UCMOb30Bas-
ca ONpoOCHMK MO 9KCNepTM3e 1 aTTecTaumm pykoBOACTB
(The AGREE Collaboration). O ntobbix M3MeEHEHUsX B
Jexknapaunsax MHTEPecoB, BO3HMKABLUMX B Nepuoa, Hanu-
caHusl TekcTa, Ob10 He06X0AMMO NPOUHGOPMUPOBaATL
EAT, BHOK n PHMOT c nocneayiowym BHECEHNEM CO-
OTBETCTBYIOLWMX OONOSAHEHM. [locne nony4eHus opo-
OpeHuin TeKCT yTBepXaasncs BcemMu Bxoasawmmn B Pa-
6ouyio rpynny akcneptamu. OKOHYaTeNbHbIA OOKYMEHT
yTBepxpanca JkcnepTHolr komuccuen EAT, BHOK gns
OJJHOBPEMEHHO Nybnukauumn B XXypHasne «EBpasninckuia
apX1B BHYTPEHHEN MeANLMHbI» N U3AATENbCTBOM XYp-
Hana «Kapanonorusa B benapycu». ABTOPCKMN KONNIEKTUB
nnaHupyeT perynspHoe O0OGHOBNEHWE AaHHbIX PEKOMEH-
jaumn.

Tabnmua 1
Knaccbl pekomeHgaunm
Mpennaraemas
Knacc Onpepenexnuve hOpMyMpoBKa
[aHHble n/unu Bceoblyee cornacme, YTO KOHKPETHbIN MeToA NeyeHuns
I Vv npouesypa nosiesHbl, 3pPeKTUBHbI, UMET NpenMyLLecTBa PexomenayeTcs/nokasan
II MpoTnBopeumBbIie AaHHbIE N/UNN PAaCcXOXAEHNe MHEHUI O nonb3e/
3(HEKTUBHOCTN KOHKPETHOIO MeToAa SlIeYeHUss Uam npoueaypbl
IIa BONbWNHCTBO AaHHbIX/MHEHWIN FOBOPUT O NoMb3e/3PHEKTUBHOCTHU Llenecoobpa3Ho NpMMeHATbL
1b [aHHble/MHEeHNS He CToMb y6eanTenbHO roBOpAT 0 nonb3e/3ddeKkTms- MOXHO NPUMEHSTL
HOCTMU
[aHHble n/unu Bceobluee cornacme, YTo KOHKPETHbIN MeToA fleyeHuns
11 WY npoueaypa He ABNSATCA none3Hon unm addekTUBHOM, a B HEKOTO- | He pekomeHayeTcs
pbIX C/ly4YasX MOryT MPUHOCUTbL Bpes

Tabnuua 2
YpoBHU foKa3aTeNbHOCTU
YpoBeHb AoKa3aTelbHOCTH Ha uyem ocHoBaH

A [aHHble MHOrOYNCNEHHbIX PaHAOMU3NPOBAHHbBIX KIIMHUYECKUX UCCIeA0BaHUIA WU MeTa-
aHanusoB

B [aHHble 0A4HOro paHAOMU3NPOBAHHOIO KJIMHUYECKOro UCCeAoBaHNUS UK KPYMHbIX
HEepaHAOMU3NPOBaHHbIX NCCeA0BaHNI

c CornacoBaHHOE MHEHME 3KCMNepPTOB W/Un HebonblUne UCCNEeA0BaHUSl, PETPOCNEKTUBHbIE
nccnenoBaHus, perucTpbl

BBEAEHUE

Ha npoTtsxeHnn nocnegHux AOBYX [OeCATUNeTUi
npob6nemMa HacNeaCTBEHHbIX HapyLIEeHUN COoeanHU-
TenbHoii TkaHu (HHCT) akTuBHO paspabaTbiBaeTcs
KTIMHNYECKMMUW U HaYYHbIMU LLKOIaMM MOCTCOBETCKOro
NMPOCTPaHCTBA C NNAVNPYOLWMMU NO3ULUAMU POCCUI-
CKUNX YHEHBbIX.

006 akTyanbHOCTV AaHHOIO HaNpPaBAEeHUS KIIMHNUYECKOM
MeauUMHbI CBUOETENbCTBYIOT BbllLEALINE B CBET POCCUN-
ckue (2009, 2012, 2015, 2016) n 6enopycckue (2014) Ha-
LMOHasbHble PEKOMEHAALNN, B KOTOPbLIX NPpUBEOEHbI 00-
LMe NPUHLUMMNbI AUarHOCTUKKM 1 NeYeHNs HaCneaCcTBEHHbIX
HapyLIeHn (amcnnasmnin) COegUHNTENbHOM TKaHW.

" http://www.scardio.ru/rekomendacii/rekomendacii_rko/polozhenie_o_nacionalnyh_klinicheskih_rekomendaciyah.
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B 2014-2015 rr. BbiwAn pekomeHgaummn EBpo-
rnewckoro obuiecTsa KapamMosioros No AnNarHocTu-
Ke 1 nedyeHuio 3aboneBaHuii aopThl [1], a Takxe

ANNATALUMA AOPTbI

W KPYMHbIX COCYA0B

l

Lenblii psa 0GHOBEHHbIX PYKOBOACTB MO BEAEHUIO
NauMeHToB C KnanaHHbIMU 3a001eBaHNAMK Cep/-

NONUTEHHbIE

MOHOTEHHbIE MY/IbTUDAKTOPUAIBbHBIE

v
XPOMOCOMHbIE
3ABOJIEBAHUA

ua, B KOTOPbIX O0onblLLIOE BHMMaHue 6bino yoene-
HO BbICOKOMY PUCKY CEPAEYHO-COCYAUCTbIX OC-
JIOXXHEHWUI, N B YAaCTHOCTU pa3pblBY/PaCC/IOEHUIO
aopThl NPY reHeTU4Yeckmx 3aboneBaHnsx (Hacnea-
CTBEHHbIX a0pTONaTUSX).

B uenom, HeCMOTPS Ha LUMPOKUIA CNeKTp Moaun-
OpPraHHbIX 1 MOJIMCUCTEMHBIX KITMHUYECKUX NPOSIBIIE-
HuI npyn HHCT, nmeHHO natonorus aopTbl onpene-
NSET XM3HEHHbIN NPOrHO3 9TUX NALMEHTOB (puc. 1).

MoaToMy 06006LLEHNE UMEIOLLIMXCS AAHHBIX B OT-
HOLLEHNM HacneaCcTBeHHbIx aopTonatuii npy HHCT
npeacTaBnsaeTCa BaXXHOW N akTyaslbHOM 3a4a4€en, B
TOM 4ucne ¢ no3uuuin npodunakTn4eckon meam-
LMHBbI.

B nokymeHTe nepeuvnciieHbl OCHOBHble nNpobe-
Nbl B OKa3aTeNbCTBaX M UMEIOLLMXCH AaHHBIX C Le-
Nbl0 O4EePTUTb OCHOBHbIE HaMpaBneHUs Onsa ganb-
HENLLUX NCCneaoBaHnM.

1. ONPEAEAEHUA U TEPMUHOAOTUA

HacnepctBeHHble HapylleHUsi COeAUHUTEJSIbHOM
TkaHn (HHCT) - reteporeHHas rpynna 3aboneBaHuid,
00YCNOBNEHHbIX FreHeTUYeCKUMN aedekTamm cuHTesa u/
nnu pacnana 6enKkoB BHEKJIETOYHOrO MaTpukca nmbo Ha-
pyLeHamMmn mopdoreHesa coeguHuTenbHom TkaHn (CT).
B HacTtosiwee Bpemsi onucaHo 6Gonee 250 cuHOpOMOB
HHCT [2].

Bbloenaior cuHopomMasibHble MOHOreHHble  hOopMbl
C COrnacoBaHHbIMU KPUTEPUAMW U HECUHOPOMAsNbHbIE
bopMbl MyNbTUHAKTOPUATbHOM NPUPOabI.

HacnepcTtBeHHble MOHOreHHble CUHAPOMDI
YCTOMYMBbIE CUMMNTOMOKOMMIEKCHI, pa3BUBaOLLMECS B
pesynbTaTe reHeTUYeCKNX U3MEHEHNN (MyTaumin) B onpe-
DEenéHHOM reHe 1 nepeparloLmecyd B COOTBETCTBUM C 3a-
KOHaMW MeHAENeBCKOro HacneaoBaHus.

Aucnnasum, nnm MHorodakToOpHble HapyLueHUs
COeAUHUTENIbHOW TKaHU — 3TO KJIMHWUYECKN reTeporeH-
Has rpynna 3aboneBaHunii, 00YCNOBNEHHbIX NEPBUYHBIMUN
(reHeT4ecKUMmn) UM BTOPUYHBIMU (HErEHEeTUYECKUMM)
HapyLLUEHUAMU CUHTE3a 1U/nnu pacnana 6enkoB CoeanHU-
TeSIbHOWM TKaHW 1 KOMMOHEHTOB BHEKJIETOYHOIO MaTpumKCa,
MOSIUFreHHOM MHOrodakTOPHOW NPUPoAbl, 06beANHEHHAS
B peHOTUMNbl HAa OCHOBE OOLLHOCTU BHELUHUX U/UNn BUC-
LepasibHbIX MPU3HAKOB 2,

MoMnMo TpaaMUMOHHO CHOXMBLUMXCA MOOXOO0B C
BblAENIEHNEM TPEX Kilaccn4eckmx GeHoTunoB (MapgaHo-
noao6HbIN, 3/1epconoaobHbIVi U HEKITaCCUPULMPYEMbIIT)
(cM. puc. 1), HEKOTOPbLIE aBTOPbLI paccMaTpmBaloT Map-
¢paHouaHyo BHewHocTs [3]. TunepMobunbHbIi heHoTUN
B HACTOALLEE BPEeMs He BblaenaeTcs .

AHeBpu3Ma aopTbl — pacLumpeHne aopTel Ha 50 % no
CpPaBHEHWIO C HOPMOW, C Y4ETOM BO3pacTa, niowaan no-
BEPXHOCTW Tena, MetToaa UCCneaoBaHusa U n3MepsaemMoro
y4acTka aopThbl.

KopeHnb aopTtbl (KA) — BHYTprCepaeyHasa CTpyKTypa
c ocoboi mopdonoruei, Kotopas NPUHUMAaEeT y4acTue B

v

’ ‘ 3ABOJIEBAHUA

3ABOJIEBAHMA

K MAP®AHOMNOAOBHbIN
DEHOTUN
= 3/IEPCOMNOA0BHbIN
DEHOTUN
= HEK/TACCUDULIMPYEMDbIN
DEHOTUN
- Atepocknepos (TNFR1,
LDLR, 6onee 40 nokycos)
- KnanaHHble nopoku cepaua
- AYTOUMMYHHbIE BacCKyNUTbI
(HLA-B, HLA-DQB1)
- AHeBpu13ma 6proLwHOn

CUHIPOM MAPDAHA (FBN1, TGFBR2) \
CUHPOM NIBIOMCA — INTLIA (TGFBR2, TGFBR1)
CWMH/POM 3/IEPCA — IAH/O (COL3A1, PLOD1)
M30/IMPOBAHHAR CEMEMHAS AHEBPU3MA
rFY,ﬂ,HOﬁ AOPTbI (ACTA2, MYLK, MYH11, PRKG1,
TGFBR2, TGFBR1, MFAP)

CEMEMHbBIN CUHAPOM MAP®AHOWAHOM
BHELLUHOCTY (TGFBR2)

CWMHAPOM MMNEPMOBWIBHOCTM CYCTABOB
CEMEMHBIN CUHAPOM W3BUTOCTU APTEPUIA
(SLC2A10, SMAD3)

MOHOTEHHbIE ®OPMbl BYCTBOPYATOrO \ aopTbl (MMP3, MMPI, PAI u dp.)j
AOPTA/IbHOIO KNAMAHA (NOTCH1)
CUHAPOM HYHAH (PTPN11)
Cutis laxa (EEN, EFEMP2 (Ft}LNA)) = CMHOPOM
NEPBUYHbBIV CEMEWHBIV MPONIANC LUEPELLEBCKOIO — TEPHEPA
MUWTPAJIbHOTO K/TIAMAHA (45,X; 46,XX/45X),
MONMKUCTO3 NOYEK (PKD2) = [p. yacTMuHbIE Aeneunn
j \\ n Aynavkauum xpomocom

Puc. 1. CoBpeMeHHas CTpyKTypa Hacnenyembix
aHEBPU3M 1 PACCNOEHUN rPYAHON aopThl

dopmMmupoBaHnn GUOPO3HOro Kapkaca cepaua v sBs-
€TCS NPOAO/MKEHNEM BbIHOCSLLEro TPakTa N1eBOro Xerny-
[o4ka.

TyOynsapHas 4YacTb BOCXOAsfILLEi aopTbl — 4acTb
BOCXOASLLEN a0pTbl OT CMHOTYOYNSAPHOro rpebHsa oo oyru
aopThl.

Ayra aopTbl — 4aCTb BOCXOASLLEN A0PTbl OT YCTbS
6paxvouedanbHOro CTBOMA A0 NOAKIIYNYHON apTepun.

OcTpbii aopTanbHbii cuHgpom (OAC) (ocTpble
CUHOPOMbI FPYAHOM aopThl) — BHE3AMNHO BO3HUKLLNE CU-
Tyaumuy CO CXOXUMU KIIMHNYECKMMU XapakTePUCTUKAMU C
nopaxeHnem aopTbl. B ero ocHoBE MOryT nexaTb MHTPa-
MypasnbHble rematomsl (MMI), neHeTpupyioLas aoptasnb-
Hasa a3Ba ([MAF) wnn pasgeneHve Cnoes CTEHKU aopThl,
npuBoasLLMe K paccnoenuto aoptbl (PA) nnn paspbiBy
rpyaHoOM aopThl.

PaccnoeHue aopTbl (CuH. Aluccekumus) — paspyLue-
HVEe cpefHero Cfos CTEHKM aopTbl, CIPOBOLMPOBaHHOE
BHYTPUCTEHOYHbIM MOMNaAaHMeM KPOBU, C Pe3ysbTUPYIO-
LM pa3aeneHnemM CNoeB CTEHKM a0PThl M MOCAEAYIOLMM
dopmMmnpoBaHneM UCTUHHOIO WM JIOXHOrO nMpoceeTa, C
nnn 6e3 cooOBLLEHUS MeXy HUMMU.

PaccnoeHnue Stanford, Tnn A (Bocxopsiee pacce-
yeHue — CtaHdpopackuii Tun A, Tun -1l no DeBakey) -
LMCCeKUMS, BOBEKalOLWAsa BOCXOASLLYIO aopTy MeXay
aopTasibHbIM KfanaHoMm u GpaxuouedanbHbiM CTBOJIOM
(BOocxopsiuiee pacceveHne — CTaHdopackuii Tmn A).

PaccnoeHnue Stanford, Tun B (Hucxogsuiee pacce-
yeHue — CtaHdpopackuii Tun B, Tun lll no DeBakey) -
LMCCeKUMS B HACXOOALLEN rpyoHOM aopTe (He 3aTparuea-
0L, a9 BOCXOASLLYIO a0PTY), PACMONOXeHHasa AucTanbHee
OTXOXOEHUS NIEBON NOOKIIOYNYHON apTepumn (HUCXoas-
wee pacceyeHune — CTaHdopackmin Tun B).

OcTpoe, NnoAoCTPOoEe U XPOHUYECKOE pacc/ioeHune
aopTbl — COCTOsSIHME TedyeHus 6onesnn <14 gHeir, 14—
90 gHer 1 >90 gHer COOTBETCTBEHHO.

2 CuHoHuM: «HepgnddepeHumpoBaHHas ANCNasns coeamHuTensbHo Tkanu» (HACT), noa, KOTOPOi CerogHs MOXeT CKpbIBaThCS
3HAYNTENbHOE KOIMYECTBO reHEeTUYECKM HEOQHOPOAHbIX MOHOreHHbIXx HHCT, 06yCnoBAEHHbIX «MATKUMWU» MyTaLUUsSMU, NPOTEKAIOLLNX
CO CTEPTOl KIIMHMYECKOIN KapTUHOW, NMOO eLle He AnarHoCTUPOBaHHbIE GOPMbI.

3 YcTaHOBMEHO, YTO CUHAPOM J06pOKaYeCTBEHHON rMnepmMobunsHocT cyctasos (MIM: %147900) B HacTosILLEe BpEMS paccMa-

TPUBAIOT K&K MOHOM€HHbIA CUHAPOM.
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Hacnepyemblie cuHOpOMHbIE aHEBPU3MblI U pac-
cnoeHuvs rpyaHoi aoptbl (CAPIFA) — aHeBpu3MbI, nMe-
IOLME TFEeHETUYECKYID FeTepOreHHOCTb U SBASIOLLMECS
CNneacTBMEM MAENOTPOMNHOrO AENCTBUSA reHa npu psae
3ab60n1eBaHNn C COrNacoBaHHbIMU KPUTEPUSMU AMArHO-
CTuku (Hanpumep, npu cuHapome Mapdana (CM), Jlym-
ca - Outua (14C), Snepca - danno (34C) cocyamctoro
TMna u ap.) uan pyrux knaccueuumpoBaHHbIx 3abone-
BaHMSIX MOHOTeHHOW npupopl. OTMevaeTcs npenmyLle-
CTBEHHOE BOBJIEYEHME BOCXOASLLEr0 CEerMeHTa rpyaHoro
oTAena aopThbl Y UL, MONIOAOro Bo3pacTta Ha poHe MHO-
XXECTBEHHbIX aHOMaNNN CTPOEHNS U HApYLUEHNST DYHKLMN
OpYyrvx OpraHoB U CUCTEM, Ha OCHOBE KOTOPbIX CHOpPMU-
POBaHbl NX ANArHOCTUYECKMNE KPUTEPUM.

HecuHgpoMHble cemeiHble aHeBpU3Mbl U pac-
cnoeHus rpyaHoi aopTtbl (HCAPIA) / Familial Thoracic
Aortic Aneurysms and Dissections, fTAAD — knnHu4e-
CKN 1 FeHeTUYecKkn reTeporeHHas rpynna 3abosniesBaHuin
C MPEeuMYyLLECTBEHHO ayTOCOMHO-OOMUHAHTHbIM (AL)
TUMNOM HacnenoBaHus, OOLLEN XapakTepUCTUKON KOTO-
pbIX SBASETCHA CUCTEMHAs MNatosiorMs COEOVUHUTENbHOMN
TKaHu, npegpacnonaraioLas K orpaHN4eHHOMY nopaxe-
HUIO TPYOHOM aopTbl. JMarHOCTUPYIOTCA HA OCHOBaHWUU
NMOJIOXUTENBLHOIrO ceMeliHoro aHamHe3a APIA 6onee yem
y OQHOrO 4sieHa CeEMbW B OTCYTCTBUE KIMHUYECKUX CUH-
OPOMHbIX MPU3HAKOB N3BECTHbLIX ANPDEPEHLMPOBAHHBIX
HHCT [4].

Cnopapguyeckue ¢popmbl APFA (cnAPlrA) — unso-
JINPOBaHHbIE aHEBPU3MbI/PACCNOEHNSA a0PThl MPU OTCYT-
CTBUN CUHOPOMHbIX Npu3HakoB knaccuyeckux HHCT n
OTArOLWEHHOro ceMenHoro aHamHesa no APIA.

1.1. MpoGaemMHbIe 1 akTyasibHble BOMPOCHI

PaclwnpeHne obnactn npuMeHeHns MeauLUNHCKOM re-
HETVKM B Kapanonorum 0603Ha4ynno npobiemMy paHHero
dopMMpOBaHNA NOrPAHNYHOIO PACLUNPEHMS, aHEBPU3MBI
W/WNn paccnoeHns rpyaHon aopTbl, UMEILWNUX OTANYN-
Te/lbHble 0COBEHHOCTH OT ApYrvx GopM aopToNaTui.

M3HayanbHO WCKYCCTBEHHOE pas3fefieHne aopThl Ha
rpyOHON 1 OPIOLLHON OTAENbl COXPaHANOo paLMoHalbHOe
3BEHO C TPAAMLMOHHOM KIIMHNYECKOM TaKTUKON NX BeOe-
HUS KAapAMO- U aHITMOXMPYPramMmu COOTBETCTBEHHO. Bno-
cnencteun B EBponenicknx pekomeHpaumax 2014 ropa
noayepknBaeTCs LEHHOCTb KOMIMIEKCHOro noaxopa K
M3YYEHUIO aopTbl KakK LenocTHoro opraHa [1], ogHako
camMu aBTOpPbl PEKOMEHAAUMIA YTBEPXOAlT, YTO OMXO-
TOMMYeckoe BblAefleHe W30JIMPOBAHHOM NaTosiorum
rpyoHOro otaoena aopThl B PSAe Cly4YaeB COXPaAHSET Le-
11eco06pa3HOCTb Kak C akageMUYeckol, Tak 1 C npak-
TUYECKOM TO4YKM 3peHusi. Bo-nepBbix, M30NMPOBAHHbLIN
bOoKyC B3rNS40B Ha rPyOHON aopTe ABNSeTCA CneacTBu-
eM obnuraTHoro pucka paHHero gopmupoBaHus APIA
npu onpegeneHHbIX CcUHAPOMHbIX dopmax HHCT. Kak
pesynbTat, Hann4me APIA noXuUTCS B OCHOBY OMOPHOro
OVNAarHOCTMYECKOrO KpuUTepust psaa reHeTUHeCcKux CUH-
aopomoB — MapdaHa, Jlyuca — Autua, MASS-deHoTuna
n apyrmux mapdaHonogobHbix («Marfan-like», «overlap»)
cocTosHMn. MNocnegHre B HACTOsILLEee BPEMS paccMaTpu-
BalOTCH KaK «CUHAPOMHbIe» popMbl APIA. Bo-BTOpbLIX, OT-
HOCUTENIbHO HEOABHO CTAaNM BbIAENATh APYrYIO OOMbLLYIO
kateropuio AlA, Npu KOTOPbIX aopTa NOPaxaeTcsd U30-
JIMPOBAHHO, HE MMes YeTKO 0B03HAYEHHbIX KIIMHUYECKNX
XapakTePUCTUK. DTO «HECUHAPOMHBIE» UNN «CEMEHbIE»
dopmbl APTA (Familial Thoracic Aortic Aneurysms and
Dissections, fTAAD), koTopble TPebyYOT crneunduruieckmnx
3HAHWI NO TaKTUKE BELEHNS, NPOBEAEHUS CIIOXHOM ANGd-
depeHuUManbHOM U NOATBEPXOAIOLLEN MOSEKYISPHO-re-
HeTuyeckoln gmarHocTukm. OcoBeHHO TPyAHbl ANns ava-
FHOCTUKN €OVHUYHbIE Cly4an BbISIBIEHUS @aHEBPU3MbI B
ceMbe — MNpu Tak Ha3biBaeMbIX «M30JIMPOBAHHbIX» aHEeB-
puamMax. YkasaHHble reHeTnyeckmne APICA 3a4acTyio MOryT
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NPOSIBASITLCSA M30JIMPOBAHHO M, YTO OCOBEHHO BaXKHO, Ha
dOHe aCMMNTOMHOIO TeYeHUs B OTCYTCTBME pacrno3Ha-
BAEMbIX 3TUONOMMYECKMX, KIMHUKO-DEHOTUNUYECKUX U
reHeTn4eckmnx pakTopoB prcka.

[To coBpeMeHHbIM NpeacTaBAeHUAM Kax bl HeTBep-
ThIh cnyyan pa3suTtus APICA — 9TO pe3ynbTaT reHeTUYEeCKN
obycnosneHHOro npouecca [5, 6, 7], 6n13kuii k abconoT-
HOMY MOKasaTeso y 1L, MONOAOro BO3pacTa.

BmecTe ¢ TemM Ha npakTuke Bpay OPUEHTUPOBaH Ha
BbISIBJIEHME TPAOMLMOHHbIX PakTOPOB pucka aTepockre-
POTMYECKOr0 NOPaxXeHUs a0PTbl, MPU 3TOM 3a4aCTyIO yny-
ckas unu, 4to GblBaeT yalle, HeJoOLEHUBAs 3TUONOMn-
4Yeckyl NPUHAANEXHOCTb aHEBPU3M K HAC/eACTBEHHbIM
dopmam.

HepooueHka HacneacTBEHHOM NPUPOAbl MOXET Npu-
BOOUTb K HECBOEBPEMEHHOW OMAarHOCTUKE HayasllbHOro
NPOSIBNEHNS aHEBPU3MbI — AunaTauumn, KOTopas HavymMHa-
€TCS NPU 3HAYUTENTbHO MEHbLLMX pa3Mepax aopThl, HEM B
nonynaummn.

Mpn «HacneaCTBEHHBIX A0OPTOMATUSX» HE CYLLECTBY-
eT 6e3onacHoro pasmepa aopTtbl. PaccnoeHvne nnn pas-
PbIB MOTYT MPOUCXOAUTL YyXXe npu guameTtpe 40-45 mm,
YTO ropasao MeHbLUE NpeaenbHO A0NYCTUMbIX PA3MEPOB
aopTbl — 55 MM 1 6onee, TPAANLMOHHO ABASIOLLMXCS MO-
KasaHneM Ons XMpypru4eckoro nedenus [8].

KpariHe akTyanbHa cuTyaums pucka paccrioeHns (auc-
cekumn) aopTbl 6e3 popMMpoBaHUs NEPBUYHON aHEBPU3-
Mbl MPY N3MEHEHNN GEHOTUNA U/VUNU HAPYLLEHUAX B rnag-
KOMbILLEYHbIX kneTkax aopTbl [9]. Momumo yrpo3bl APTA,
y NAUMEHTOB, K NPMMeEpPY C MyTauuamu B reHe ACTAZ, no-
BbILLEH PUCK OPYrvX PaHHUX KapAMOBaACKYSIPHbIX COObI-
Tnin Ha doHe 3aboneBaHnin COCyo0B B LepedpoBacKynsap-
HOW cuUCTEME (PaHHWE MLLEMUYECKNE UHCYNbTLI, 60NEe3Hb
«MOSIMOS1», @HEBPU3MbI COCYJ0B FOJIOBHOrO MO3ra), paH-
Hee nopaxeHne KoOpoHapHbIx aptepuit [10]).

Hapagy C nopaxeHuemM KOpPOHapHbiX 1 nepudepn-
yeckux apTepuii, 3aboneBaHusi aopTbl BHOCAT Bkiapg, B
LWWMPOKUIA CNEKTP COCYyAMCTOMN NaToNOrnm, BKIKOHAOLWMA
He TONbKO XPOHMYECKNE aHEBPU3MbI a0PTbl, HO 1 pPa3HO-
obpasHble GOpPMblI OCTPOro aopPTaSbHOro CUHAPOMA
(OAC). YunTbiBas MHOrOMIaHOBOCTb U OTAESIbHOE Ha-
npasfieHne N0 N3Yy4eHNI0 COCYAMUCTbIX KaTacTpod, B AaH-
HbIX PeKOMeHOauuaxX PacCMaTPUBAIOTCA TOJIbKO UX KIU-
HUYECKME XapaKTepPUCTUKN 6e3 aeTanusaumm TakTUKU
BU3yanusaumn n BeoeHus.

B nocnegHve pecATuneTus oTMeYaeTCsl yBenndeHue
cmepTHOCTU OT API'A B MON1I04bIX BO3PACTHbLIX Fpynnax oo
45 net, ocobeHHO cpeamn My>4uH. 1o coBpeMeHHbIM AaH-
HbIM, CEPAEYHO-COCYAMCTLIN PUCK PACCIOEHUS U Pa3pbl-
Ba aopTbl Npy CM 1 61n3K1X EMY COCTOSIHUSIX COCTaBNSET
1-2 % OT BCex CMepTeNbHbIX UCXOA0B B MPOMBbILLIIEHHO
Pa3BUTbIX CTPaHaxX, SBNSAACh MPUYMHOM cMepTu B 50 ThIC.
cnyyaes Brog [11].

LLInpokas pacnpoctpaHeHHocTb (>40 %) HHCT cpeau
HaceneHus OTArowlaeT TeyeHue CepaedyHO-COCYAUCTOMN
naTonorMm wn yxyauwaeT KapAnoBaCKyNsipHbIA MPOrHO3
[12]. MoaTomy npobnema NPOoPUNAKTUKN KapauoBacKy-
NISIPHOM NAaTONOrMM Y NAUMEHTOB C PasnNnyHbiMK dopma-
mMu APIA, accoummnpoBaHHbiMu ¢ HHCT, ctouT ocobeHHO
ocTtpo. Kpome Toro, AlA Bce valle SBnsitoTCS CriyyYarHbl-
MW Haxogkamu, B CBfi3M C 4em B EBpone nporpeccusBHO
pPacnpoCTPaHaTCS NPOrpaMmbl NEPBUYHOIO CKPUHMHIA
N NPoPUNaKTUHECKNX MEPOrNpUATUIA, KOTOpble urpatoT
B2XXHYIO POJIb B MPeaoTBPaLLEHUN MOCNEAYOLNX OCI0X-
HEHUIA.

My6nukauma 2001 roga Pabouyeii rpynnsl EBponeiicko-
ro obuwectsa kapauonoros (ESC) no paccnoeHunio aopThbl
cTana 0OgHUM 13 NepBbiX JOKYMEHTOB B MUPE, KacaloLmM-
cs 3a6osieBaHNin aopThl, 1 Oblia 006 peHa AMeprKaHCKOM
konnerven kapgnonoros (ACC) [13]. HaunHas ¢ Toro Bpe-
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MEHW NPON3O0LLIIO CYLLLECTBEHHOE Yy4LlEeHNEe METOAOB BU-
3yanmsaunmn aopTbl. PocT o6bema nHdopmMaLmm 0 HOBbIX
3HO0BACKYNSPHBLIX U XMPYPrMYecknx noaxonax Habnona-
eTcsa 6osbLUeit YacTblo B TedeHne nocnegHux 10 net [14].
Ony6nMKoBaHbl [AaHHbIE MHOXECTBA PErnucTpoB, BKIO-
Yasg MexagyHapoaHbin peructp octporo PA (International
Registry of Aortic Dissection — IRAD) [15] n Hemeuxkuii pe-
ructp octporo PA Tuna A (German Registry for Acute Aortic
Dissection Type A — GERAADA) [16], akcnepTHble corna-
weHusa [17, 18], Bkaoyas nocnegHne pekoMeHgaumm no
ONarHoCTuke M BEAEHUIO MauMeHTOB C 3aboneBaHusMU
rPYAHOM aopThl, BbIMyLWEHHbIE PAAOM aMepuKaHckumx [14,
19] v eBponeickumx [1] 06LLECTB, a TakKe 0OLLEMUPOBLIE 1
JIOKasnbHble NOMYNAUNOHHbIE NCCNefoBaHNs U cTaTbk [20—
23]. B nepeyncneHHbix Bbille OKYMEHTaX akLUEHT CAenaH
Ha 6blcTpble N 3PPEKTUBHBIE CTPATENMN AMArHOCTUKU U
NleyeHnss aHeBpPU3M aopThl, BKJOYAS MEeAMKAMEHTO3HbIE,
9HAOBACKYJIAPHbIE U XMPYPrUyeckne noaxodbl, KOTOpbIe
4acTo KOMOWHMpYOTCs. JononHutensHo obcyXaaloTcs
aHeBpu3Mbl 1 PA npu BPpOXAEHHbIX aHOManMaX U reHeTu-
Yyeckunx 3ab0osIeBaHMSX a0PThbl.

MpuctanbHoe BHMMaHWE MeaMLUMHCKON OOLLEeCTBEeH-
HOCTW K HacNeOCTBEHHbIM aopTONaTUSM CYLLECTBEHHO
BO3POC/O TOJMIbKO B MOCNEAHWE roapl B CBSA3WU C pacLuu-
pPEHVEM BO3MOXHOCTEN MONEKYNSAPHO-FEeHEeTUYECKOro
ckpuHuHra. B 2013 rogy B MoHTanbumHo (Utanus) co-
BMECTHO ¢ KaHaackon accounaunen cnigpoma Mapdana
paccmaTpuBaeTCcs HoBas knaccudunkaums HacneacTBEH-
HbIX CUHAPOMHbIX N HECUHAPOMHbIX AlA.

B pesynbtarte cospaHus B EBpone perncrpa nauueH-
ToB ¢ CM, AlA, opraHnsaummn nx HabnioaeHusi, CBoeBpe-
MEHHOW AMArHOCTUKN U NeYEHUsI OCJIOXKHEHUI yaanochb
JOCTUYb  YBENIMYEHUSI CpeaHer MpOoOOMKUTENbHOCTY
>KWU3HW MaLMEHTOB C rpyaHbIMY aHeBpPU3MaMn A0 cpenHe-
cTatuctuyeckux. B Pecnybnuke benapycb 1 Poccuinckorn
depnepaumm 6a3bl gaHHbIX ¢ cMHAPOMHbIMU HHCT, B TOM
yucne nauymeHtTos ¢ CM, OTCYTCTBYIOT.

Hapsay ¢ lwmpokm BHeAPEHMEM B TEPaNeBTUYECKYIO
TakTuKy nedeHus AlA B-agpeHo610KkaTOPOB, MNpakTu-
Yeckuil Bpay penko HaLefleH Ha NPUMEHEHNE MHIMou-
TOPOB PEHUH-AHIMMOTEH3MH-aNbAOCTEPOHOBOM CUCTE-
Mbl (PAAC), B 4aCcTHOCTU capTaHOB. PaccmaTpuBaeTcs
BO3MOXHas Mnofnb3a OT AOMOSHUTENIbHOIO Ha3HayYeHus
no3apTaHa — aHTaroHUcTa peuenTopoB | TMna aHrmoTeH-
3uHa Il (APA), KOTOpble BOBJIEYEHBI B 0OLLME MYTU TPAHC-
OYKUWU BHEKTETOUYHbIX CUTHANOB OT TaKMUX NUraHAoB, Kak
aHMMOTEH3UH Il — mMeamaTop NpPorpeccMpoBaHns aHeB-
puU3Mbl aopTbl U TpaHChOpMUpyoLWnii GakTop pocTta-f
(TGFB), 4To npeponpenenseTr HOBble MNOTEHUMasbHble
TepaneBTUYECKNE MONEKYNSPHbIE MULLIEHWN NMPU HAcnen-
CTBEHHbIX aopTonaTusx [21, 22].

Jo HacTosero BpeMeHu He pelleH Bonpoc o6 oT-
HOLUEHUM K pPaCLUMPEHUIO BOCXOASILLLEro OTAeNna aop-
Tbl C ABYCTBOpYaTbiM (OMKycnuaanbHbIM) aopTasibHbIM
knanaHoMm (OAK). MHormmmn kapguonoramum, Bpadamm
dyHKUMOHanbHOM amnarHocTukn JAK pacueHmBaeTcs Kak
M30JIMPOBaHHbIN NOpoK cepaua. Kak cneacrsve Ha npak-
TUKe OTCYTCTBYET OnpeaesieHHas HaCTOPOXEHHOCTb B
OTHOLLEHUN BEPOSITHOIO PacLUMPEHUs TPYAHON aopThl Y
naymenTos ¢ JAK.

B HacTosiLee BpeMsi acCOUMMPOBAHHOE pacLUnpeHne
Bocxoaswen aopTel ¢ JAK nNpuHATO paccMaTtpuBaTbh Kak
oTaensHoe 3abonieBaHve, UMEIOLLEE TEHETUYECKYIO fe-
TEPMUHNPOBAHHOCTb 1 CBOW OT/IMYHbIV NPOrHO3. He cny-
YaMHO KPUTEPUU, PEKOMEHOYEMbIE B HACTOsILLLEE BPEMS
K MPUMEHEHUIO AN ONpeaeneHns NokasaHnii K Xmpypri-
4eCKOMY NIeYEHMIO AaHHOW KaTeropuun nauneHTos, 6onee
XECTKMEe, YEM MNPU aHEeBPU3Max BOCXOASALLEN aopThbl C
TpexcTBopyaTbiM AoK. MNMpobnema accouMmMpoBaHHOrO C
JOAK pacLupeHns aopTbl pacCMOTPEHA C PasiNYHbIX TO-

YeK 3pEeHns EBPOMENCKUX N aMEPUKAHCKUX PYKOBOACTB
C BblHECEHMEM OOO0OBLLEHHbIX KIIIOYEBbIX MOJIOXEHW, Ha-
NPaBfEHHbIX HA YNy4ylleHMEe OKa3aHus MOMOLLM AAHHOWN
KaTeropuv NauyeHTOB C NO3ULMK Kapamonora n kapamo-
xupypra.

OnbIT BeAeHWa NauMeHTOB C HAaCNeaACTBEHHbIMU aop-
TONaTUsSMU A0Ka3biBaeT BO3MOXHOCTb AOCTUXEHUS 3Ha-
YNTENbHBIX MOJIOXMTENbHBIX PEe3ynbTaToB MNpu anekBaT-
HOI Kypauuu pacCMaTpuBaeMOl KaTeropum naumeHToB.
YunTtbiBas, 4TO B KIIMHMYECKOW NpakTMKe BbllleyKa3aHHble
TepaneBTUYECKME CTpaTernn yaule HeaoOLEeHMBaTCS,
CBOEBPEMEHHAsA MOCTAHOBKA AMarHo3a (BbISIBIEHME Ha-
cnencTtBeHHbIX CAPIA 1 HCAPIA), yToyHeHne ¢dakTopoB
pucka, afekBaTHOe TepaneBTUYECKOe M CBOEBPEMEHHOE
XMPYPruyeckoe neyveHne AaloT WaHC naumeHTam C BbliCOo-
KM puckomM APIA Ha ynydleHne X1U3HEHHOro nNporHo3a
[23, 24, 25]. JocTuxXeHne yka3aHHbIX Lienei BO3MOXHO
npwv AOBeAEHNN 3HAHMI O HAcNenCTBEHHbIX dopmax APTA
[0 LWMPOKOro Kpyra Bpaye.

1.2. OCHOBHbIE NUTEpPaTypPHbIE€ UCTOYHUKN

[ns HanncaHnsa pykoBOACTBA MCMOb30BaINCh Creay-
lOLLE OCHOBHbIE MyBnKaumm:

1. PyKOBOACTBO MO OMArHOCTUKE U NledeHuio 3abo-
neBaHniA aopTbl EBponenckoro obLiectea Kapanonoros
(2014) [1].

2. PykoBOACTBO MO BEAEHUIO MALMEHTOB C KNamnaH-
HbiMM 3abonieBaHMAMU cepaua AMepUKaHCKOW Kosse-
rMn Kkapauonornm n AMepukaHckor accoumaumn cepgua
(2014) [14].

3. PykoBOACTBO MO JieYeHMio KranaHHbIX 3abonesa-
HUN cepaua EBponeiickoro obuiecTsa kapauonoros EB-
ponerckon accoumaumn KapamoTopakasibHOM XMpyprum
(2012) [26].

4. PekxomeHgaumm no axokapamorpadunieckom oLeHke
CTPYKTYpP cepAua y B3pOC/biX: 06HOBNEHHas MHdopmMa-
ums AMepukaHckoro obuiecTsa no axokapamnorpadumn n
EBponerickon accouyiaumm cepaevyHo-cocyamcTon BuU3y-
anusauum (2015) [27].

5. PykoBoacTBO no cepaeyHomy Y3W npu BbINOAHEHUN
KOHTPACTHOW axokapanorpadun: cHokyCnpoBaHHOE Ha
06HOBNEHMM AMEPUKAHCKOrO O6LLLECTBA MO 9XOKapamo-
rpadum (2014) [28].

6. PykoBOACTBO MO AMArHOCTMKE U NIeHeHUIO 6ONbHbIX
¢ 3aboneBaHnaMU rpyaHoi aopTel (2010) [19].

7. MexpyHapoaHble pPeKoMeHAauunm AnNarHoCTUKN
cuHgpoma MapdaHa - [eHTCKne kputepun, peBusns
(2010) [29].

8. bepanHckas HO30M0rMs HacNeaCTBEHHbIX HapyLle-
HUIA coeguHuTenbHOM TkaHu (Beighton P. et al., 1988).

9. MexayHapoaHble pekoMeHAauuu AUNAarHOCTUKN
cuHpgpoma Anepca — JaHno — BunnbdpaHwckue kpute-
pun (1998) [30].

10. MexayHapoaHble pekoMeHOauuu AVNArHOCTUKN
cuHapomMa rmnepmMobunbHOCTU CcycTaBoB — bpaliToHckue
kputepum (1998) n nx pesmsus R. Graham (2000) [31].

11. HacnencTtBeHHble HapyLleHUS COeOVHUTENbHON
TKaHu B kKapguonornn. mnarHoctuka un neveHme. Poccuin-
ckne pekomeHgauum (I nepecmoTp, 2012). PazpaboTaHbl
KOMUTETOM 3KCMepToB cekuun «CoeauHUTENbHOTKaH-
Hble aucnnasun cepgua» Arey OLICKI nm. akagemunka
B. A. AnmazoBa npu POCCUMNCKOM KapZAMOnOornyeckom
obwecTse [12].

12. HauunoHanbHble pekoMeHOauum poCCUINCKoro Ha-
YYHOro MeaMUMHCKOro o6LecTBa TeparneBToB MO Auva-
FHOCTUKE, NIEYEHMIO U peabunutaumm naumMeHToB ¢ Auc-
nnasvamMmn coeamHuTenbHol Tkaum (2016). PaspaboTaHbl
rpynnow cneumanuctoB cekuum «ducnnas3mm coegmnHu-
TenbHow TkaHu» npn PHMOT [32].

13. Poccwuiickne pekomeHpaumm «HacnencteeHHble
N MynbTUdaKkToprasnbHble HapPYyLUEHUSI COEAMHUTENbHOM
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TKaHW y geten. ANropmtMbl AMarHOCTMkU. TakTuka Bege-
Hus. Yactb 1» (2014) [33]; «[MonmopraHHblie HapyLleHus
npv gucnnasuax CoeANHUTENbHOM TKaHW. ANropuTMbl Au-
arHOCTUKKN 1 CTaHOApPThl BeaeHus. Yacte 2» (2016). Pas-
paboTaHbl KOMUTETOM 3KCMNEPTOB NEeANATPUYECKON rpyr-
nbl «ucnnasum coeguHnTenbHom TkaHn» npy PHMOT.

14. Benopycckme HauuoHasbHblE KIWHMYECKME pe-
KOMeHOauun «AnarHocTrka n neyeHne HacneaCcTBEHHbIX
1N MynbTUdaKTOPUanbHbIX HaPYLUEHUIA COeOUHUTENbHOMN
TkaHn» (2014). Pa3paboTaHbl KOMUTETOM 9KCMNEPTOB CEK-
umMn «HacnenCTBeHHblE U MyNbTUdAKTOPUAsbHbIE Hapy-
LUEeHUSI COeANHUTENBbHOM TKaHn» Npu BHOK [34].

15. 3emuoscknin 3. B. n coaBt. Lnkn paboTt no Ha-
CNeACTBEHHbIM HAPYLUEHUSIM COEAVHUTENBHOM TKaHu [3].

16. MapTbiHOB A. ., AkoeneB B. M., HeuwaeBa I'. 1. n
coagT. Llnkn paboT no agncnnasmm coeamMHUTENbHOM TKaHW
[35, 36].

17. Kapgypuna T. U., FopbyHoBa B. H. PykoBoncTtBeo
0N Bpadyel no AMcnnasmn COeaVHUTENbHOW TKaHu
(2009) [2].

18. HaunoHanbHOe pyKoOBOACTBO MO HACNEACTBEHHbIM
6onesHsm nog pen. H. M. bBoukosa (2012) [37].

19. CtopoxakoB I'. W., Tenpgnun I. E., Munnep O. A.
BonesHu knanaHoB cepaua (2012) [38].

2. NOTrPAHUYHOE PACLUNPEHUE, AUAATALUA, AHEBPUIMA
U PACCAOEHUE TPYAHOTO OTAEAA AOPTHI

2.1. Annagemuonorua

ONUAEMNONOrn4yecke AaHHble O HACNeACTBEHHbIX
aopTonaTUsX HEMHOMOYUCIIEHHbI U HeoOHOPOAHbI. Kak
pesynbTaTt reHeTU4eCcKor NPeapacrnoioXEeHHOCTU MOryT
coctarnsAte 20-25 % oT BCcex cnyyaeB, U3 HUX <5 % CuH-
ApOMHbIX APTA [42, 43]. TeHOepHble 1 9THUYECKME pas-
JNINYMA MO PACCNOEHUIO U Pa3pbiBY a0pThl AN reHeTn4e-
ckmx dopm APIA He yCTaHOBJIEHbI.

3abonesaemMocTb AlA nNpubAM3nNTENbLHO COCTaBNseT
10,4 Ha 100 000 4yen/rog [44], NCTUHHBIE UMDPBLI MOFYT
ObITb BbILLE, Tak KAk OCTpas aopTasibHasa ANCCEKLS MO-
XeT OblTb 3aMaCKMPOBAHHOM OCTPbIM UHMAPKTOM MWO-
kapaa [45]. ExerogHoe 4ncno BHOBb BbisiBJIEHHbLIX AlA
cocTtasnsieT npubnuantensHo 3,2-5,3 cnyyas Ha 100 000
HaceneHus ¢ npeobnagaHvem nokann3aumm B BOCXOAS-
em oTaene v ayre aoptbl — 0o 67 % [46].

3aboneBaHns aopTbl BXOOAT BO BTOPOW AECATOK B
cnucke Beaywx 113 NpuvYMH CMEepTenbHbIX MCXO40B
[47]. B o630pe Global Burden Disease 3a nepuog c
1990 no 2010 r. OTMEYEH POCT CMEPTHOCTM OT aHEB-
pU3Mbl 1 paccnoeHns aopThl ¢ 2,49 no 2,78 cnydas Ha
100 000 yen/ron, ocobeHHO cpean MyxyuH [1]. B ue-
JIOM aHEeBPU3Mbl OPIOLIHOIO U FPYAHOr0 OTAEIOB a0PThl
SABASIOTCA MPUYMHON cmepTu oT 1 0o 2 % Bcero Hace-
neHusa [48].

AKTyanbHble AHHbIE MO 3NMOAEMUNONOTNN PACCEYEHNI
TopakasibHol aopTbl (PA) orpaHMyeHbl 1 OLLEHMBAIOTCS B 6
cny4daes Ha 100 000 yen/ron. 3ab6oneBaemMocTb U CMepT-
HOCTb OT PA BbliLe cpeay Myxu4uH [49].

KJTFOYEBDIE MOJIOXKEHUA

B YnenbHbIi BEC FeHETUYeckrn 06ycnoBneHHbIx APTA
cocTtanseT 20-25 %, 4To npeanosiaraeT 6osee BbICOKYO
pacnpoCTPaHEHHOCTb, YEM NPUHATO CYNTATb HA MPAKTUKE.

2.2. HopmanbHas aHaToMuUs U MOPdOIOrns KOpHSA
U BOCXOASILLLEro oTAesnia aopThl

KopeHb aopThl (KA) 6epeT Hayano B 061actu «BUPTY-
anbHOro» konbua (Npu 3xoKr-nccnepoBaHny HasblIBaeTCA
G1BpPO3HLIM KONbLIOM aopTanbHoro knanaHa (PK AoK)) n
ABNseTCcsa cBOeobpa3HbIM MOCTOM MeXAy NEBbIM Xeny-
noykom (JIXX) n Bocxoasiwen aopton (puc. 2) [50]. AHa-
TOoMMYeckue Yactm KA BktoyatoT K AoK, cTBopkM aop-
TanbHOrO KnanaHa, CUHyCbl BanbcanbBbl, TPEYronbHble
MPOCTPaHCTBa (MexXCcTBopYaTble TPEeyronbHukK) eHne,
CUHOTYBYNsipHoe coeaunHeHne unu rpebexb (CTI) n ume-
10T MOpPdONornyeckme OTAnYnsa Kak oT TyOynsipHO YacTun
aopThl, Tak U Apyr OT gpyra.

Y 300pOBbIX B3POCIbIX NUL, ANAMETP KOPHSA aopThl
00bI4HO He npeBbiwaeT 40 MM 1 3aBUCUT OT rpynmnbl hak-
TOPOB, BK/IOYAOLLMX B cebs nos, BO3pacT, niowaab no-
BEPXHOCTW Tena, aptepunanbHoe gasneHve [51-56]. Mpn
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CPaBHEHUM pasnnyHbIX OTAENIOB aopThl HabnopaeTcs
NPOrpeccrMBHOE/MOCTENEHHOE KOHYCOOOPa3HOEe YMEHb-
LIeHVe ee anameTpa OT CMHYCOB BanbcanbBbl (Camas wmn-
pokasi 4acTb) K Gudypkaumnn.
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Craopka |
&
CrnoTyGynaproe ]
COE/IHHEHHE Kowamceypa 2
Cunyc g
Tprxpennenne Banscansss S
CTBOPKH " &
MexcrBop4arsi
TPEYTONEHAK =

Koneno

Puic. 2. AopTasbHbIii KnanaH: TPy CTBOPKU; KOPEHb a0PTbl —
BCE KOMMOHEHTbI: CUHYCbl BanbcanbBbl, CUHOTYOYNsipHOE
coeanHeHne, GUBPO3HOE KOMbLLO, NPUKPEensieHne CTBOPOK,
CTBOPKM, MEXCTBOPYATLIE TPEYrOfbHUKMN

F'mcTonornsa cteHku aopThbl. [MCTONOMNMYECKN CTEHKA
a0pPThl COCTOUT N3 TPEX C/IOEB: UHTUMBbI, TYHUKN MEANN U
afBEHTULMN.

MHTUMa BbICTNAHA CMJIOLWHLIM CIOEM 3HOO0TENMasb-
HbIX KNeTok. B oTtcytcTBMe dopmManbHOWM BHYTPEHHEN
3N1aCTUYECKO MeMOpaHbl OTPOCTKM 3TUX KIETOK CO-
eOVHSI0OT UHTUMY CO cpeaHelt obonoykon. CpenHsas 060-
nlo4Ka (Means) — caMbli MPOYHbIA KOMMNOHEHT aopTab-
HOM CTEHKMU, CTPYKTYPHbIMU KOMMOHEHTaMU KOTOPOW
ABNAIOTCS 9N1aCTUYECKME U KOlareHoBble BOJIOKHA (CO-
ctasnaoT 20-30 % coOTBETCTBEHHO OT 00Lero oobema
CTEHKM aopThl). [pyrne cocrasngiowme Mmeanm — rnaa-
KOoMblIlweyHble knetkn (FTMK) (5 %) n Mukpodumnbpuninsbl.
MK g9Bnst0TCA MICTOYHUKOM BCEX COCTABASAOLMX Meann
N OYHKUMOHANBbHO B3aMMOCBSI3aHbl C 31aCTUHECKUMU
niacTMHaMu, urpasi Pofib KPYroBbiX MbilL. [NaBHble
KOMMOHEHTbI MUKPODUOPUAN — TFAUKONPOTEUH U dU-
OpunnuH, 06pasyoLLMii CeTb OTAEJIbHbIX BOJIOKOH, OKPY-
XaoLwmx aMopdHbI 91aCTUH. InacTuyeckme nNnacTUHbI
npeacTaBnsitoT cCoOH60M KOHLEHTPUYECKN PACTONOXEHHbIE
deHeCcTpMpoBaHHble MeMOpaHbl (namMenbl), yaoepXxu-
BaeMble BMECTe MeXJIaMesapHbIMU COeANHUTENbHbI-
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MW BOJIOKHAMW N OKPYXXEHHbIE CETbID TOHKUX Konnare-
HOBbIX BOJIOKOH. COrfiacHO KOHUEMUUN «iaMensipHON
efVHNUbI», cpeaHsas o06osioyka aopTbl COCTOUT M3 ABYX
napannesnbHblX 31aCTUYECKMX MNACTUH, COEANHSIOLMNX
VX 3/1aCTMYEeCKUX BOJIOKOH, TMK, a Takxe KonnareHoBbIX
BOJIOKOH | u Il TMNOB 1 NPOTEOrNMMKAHOB, 3aMNOJIHAOLMX
MPOCTPAHCTBO MexXAay nnacTuHamu.

Camble HapyXHble anacTuyeckne namennspHole nna-
CTUHKM OTAENS0T Meauio aopTbl OT TOHKOr0 aABEHTULN-
aNbHOro C/iosi, KOTOPbIA COCTOUT U3 PbIXI0A COeANHU-
TEeNbHOW TKaHW C HEBObLLMM KOJIMYECTBOM 91aCTUYECKUX
BOJIOKOH, MbILLEYHbIX KNETOK 1 Makpodaros. B aaseHTu-
umMn 6epeT Hayano ceTb COCYAOB — vasa vasorum, rnpo-
HUM3bIBAIOLLMX HAPYXHYIO TpeTb Meaun. Paccnoenne pas-
BMBAETCH B MECTE Pa3BETBMIEHMS vasa vasorum mexay
HaPY>XHbIM N CPEAHUM CNOSIMU.

TybynapHas 4acTb BOCXOASALLErO OTAENa a0PThbl OTHO-
CUTCS K apTeEPUAM 91aCTUYECKOro TMna.

KJIIOYEBbIE MOJIOXXEHUSA

® KopeHb aopTbl — cOBMpaTenbHbIN TePpMUH, Hanbonee
MOJIHO OTPaXatoLMin MOPGHODYHKLMOHAIbHBIE 0COBEHHO-
CTV ANCTaNbHOIO CErMeHTa BbIXoAHOro Tpakta JIK, AoK n
NMPOKCMMaIbHOro CErMeHTa BOCXOASALLEro OTAeNa aopThl.
JaHHasa cTpykTypa sIBASETCH 3anvparolMM 3JIEMEHTOM
BbIXOAHOro TpakTta JIK n paccmartpmBaeTcs Kak eguHblii
aHaTOMO-@QYHKUMOHANbHbIN KOMMIEKC.

2.3. 3tnonorusa, pakrtopbl pucka

BbliaensioTr ¢pakTtopbl pycka KnacCU4Yeckne n CBsi3aH-
Hble C HacNeACTBEHHbIM KOMMOHEHTOM 3a00/1eBaHNS.

Knaccuuyeckne: apTepuanbHas runepTeH3usl, aTepo-
cK1iepo3, TpaBMbl aopTbl, BOCNanMTesbHble 3abosieBaHus,
0epeMeHHOCTb. [loNoNHUTENBHO paccMaTpuBaloT paHee
cyulecTByoLme 3a6onesaHuns aopTbl v Aok, nepeHeceH-
Hble onepaumn Ha cepaue, KypeHue, Tynble TpaBMbl rpya-
HOW KNEeTKM 1N UCMONb30BaHNE HAPKOTUYECKNX NpenapaToB
(Hanpumep, ynotpebneHre kokanHa n aMpeTaMmnHOB).

HacnepncTtBeHHbIE:

— Ha/n4Me HacnencTBEHHOM MpeapacrnosioXeHHOCTH
(ceMeHbIin aHaMHe3 3a60neBaHN aopThl);

— conytcTBytowme HHCT;

— COMYTCTBYIOLLME BPOXAEHHbIE MOPOKU/CTPYKTYPHbIE
aHoManuMu cepaevHo-cocyguctonm cuctembl (OAK, oT-
KPbITbI a0pTasnbHbIN NPOTOK B aHamHe3e, AMII, MHOXe-
CTBEHHas apTepuasnbHas n3BuUTocTb, NMMK n np.);

— paHHee Hayasno 3abosieBaHNsi KOPOHAPHbIX U Liepe-
OpOoBaCKySIPHbIX apTepuil.

ATl'A B oTnnume ot ABA pexe nokasblBatoT 06mraTHble ac-
coumaumnn ¢ KnaccuyeckumMm cepaeyHo-cocyaucTteiMum dak-
Topamu pucka. Y nuuy, MOnogoro Bo3pacta npu OTCYTCTBUM
KNaCCMYECKMX aTMonormdeckmnx daktopos pucka ArA B nep-
BYIO O4Yepenb AOJKEH pPacCMaTpvBaTbCs HACNEACTBEHHBIN
KOMMOHEeHT 3aboneeaHnsi. COOTBETCTBEHHO, MOATBEPXAA-
I0TCS U/nnn nckntoyaloTca ase kareropun APT'A — cuHgpom-
Hble (CBSI3aHHblE C aHOMaNUAMM APYrnx OPraHoB Y CUCTEM)
1N ceMmenHble, UM HECUHAPOMHbIE (C OrpaHNYEHHbIM MO-
paxeHneM rpygHoro otaena aopthbl) (Cm. pasgen 1).

CuHnppomHble ¢dopmbl APTA (CAPTA). B ocHoBe CAP-
A nexar, Kak npaBuSio, MOHOreHHble AedekTbl 6eskoB
BKM, Hacnepoyemble npenmyLLecTBeHHO no AL- n pexe —
AP-Tuny HacnegoBaHusl. CuMTaeTcs, 4TO reHeTUYECKMIA naT-
TepH cAPI'A npegnonaraet AL-tnn HacnepnosaHus B 38 %,
X-cBsi3aHHbI — B 23 %, peLeccuBHblin — B 27 %, opyrue —
B 11,5 % cnyyaeB [6]. BonbwnHcTBO Nny, ¢ CAPTA nmetot
B0NbHbLIX poanTenei, AeT KOTopbiX MMetoT 50 %-HbIli LWaHC
YHacnenoBaTb FEHETMYECKYO NPenpacnoioXeHHOCTb.

®opmuposaHre cAPIA npu mMoHoreHHbix HHCT co-
NpsiXXeHo ¢ MyTaumei reHoB 6enkoB BKM (konnareHbl pas-
JINYHBIX TUNOB, GUOPUIINH, TEHACKMH U NP.), TPAHCMEM-
OpaHHbIX NMPOTENHOB (PELEnTOPOB POCTOBbLIX GaKTOPOB,
MaTpuyHbIX MeTannonpoTtemHas (MMI1) n np.), BHyTpK-

KNETOYHBIX (UMTONNa3MaTnyeckmnx) 6enkos (Smad-6enku,
dunamuvH v np.).

B Tabnvue 3 npnBOAATCS NPUMEpPbl OCHOBHbIX FEHETU-
yeckux cuHgpomoB/HHCT, npu kotopbix APIA aBnsetcs
OMOPHbLIM ANArHOCTUYECKUM KpUTEpUeM n/unm obnavrat-
HbIM 2CCOLMMPOBAHHBIM NMPOSIBAEHNEM.

CemeliHble (HecuHapoMHbie) popmbl APTA (HCAP-
FA) onarHOCTUPYIOTCA B OTCYTCTBUE KIMHUYECKUX MPU-
3HaKOB KJlaccuyeckux cuHapomanbHblx HHCT, T. e. B
OTCYTCTBME M3BECTHbIX FEHETUYECKMX CUHAPOMOB (CM,
nac, 34C cocyauctoro Tuna un ap.) [4] ¢ noaTBEepXaeH-
HbIM 3aboneBaHveM | cTeneHn poacTea U gokasaTesib-
cteom All-tmna Hacneposanua [40]. Mpu eanHUYHBIX
cnyyasix aHeBpPU3Mbl B CeEMbe ceMmeliHble dopmbl APTA
pacueHuBalTCsa kak cnopaguyeckme. COOTHeECEHME MO-
cnepHen kateropum K HCAPIA 06ycnoBfieHO Ux orpaHu-
YEHHbIMU MPOSIBIIEHNSIMU B a0OpTE.

CemeliHasa cBA3b C MOPaXEHVEM aopTbl Y POACTBEH-
HMKOB MNEPBOI NMHUK BCTPeYaeTcs ¢ Yactotom o 19 %.

YacTbiMuM 1 nerko pacno3HasaemMbiMun pakTtopamum pu-
cka npu HCAPI'A g9Bna10TCA acCoUMMPOBaHHbIE CEPAEYHO-
COCYAUCTbIE MOPAXEHNS:

® ByCTBOpYaTbI (OMKycnupanbHbIA) aopTaNbHbIf
knanaH (4AK);

® OTKPbITbIV apTepuanbHbIi NPpoTok (OAI);

® paHHME OKK/IO3KMBHbIE LiepebpoBackynsipHble 3a00-
neBaHus.

MyTauum B reHax, oTBevatoLme 3a kKomnaptTmeHt BKM
U OTBETCTBEHHble 3a passutue cAPIrA (FBN1, TGFBR1
v TGFBR2 v pp.), peaoko BCTPeYatTCs NPy CEMEWNHbIX U
cnopaanyeckux dopmax APIA [57, 58]. STtmnonornyeckmm
MOMeEHTOM HCAPIA NpenMyLLEeCTBEHHO SABASIOTCS MyTa-
UMM B FeHax, OTBETCTBEHHbIX 32 KOMMOHEHTbI COKpPaTu-
TenbHoro annapara cocyguctbix MK aopTbl. JaHHble Ba-
praHTbl HCAPI'A 3aHMMaIOT 3HAYUTENbHbLIN YOENbHbIN BEC
V ellle HelaBHO pacCcMaTpuBanmvCh kak npobriema gereHe-
paTmBHbIX (aTepocknepoTmnydeckmnx) dopm APIA.

B pybpuky HCAPIA ¢ M3BECTHOWN MOJIEKYNSIPHOW OC-
HOBOI BKJOYalOT 7 3abosieBaHuii U COOTBETCTBEHHO
7 OTBETCTBEHHbIX (LeneBblx) reHoB. JononHUTeNbHO
OMMChIBAIOTCH ABa HEOOHOPOAHbIX JIOKYCa Ha APYrnx Xpo-
Mocomax — 5q13-14 (AAT2) n 11g23.3-24 (AAT1), ogHako
VX LeneBble reHbl He ycTaHoBseHbl [59-61] (Tabn. 4).

Hanbonee wacto BCTpevawTCs MyTauum B TeHe
ACTA2 - 14 % n TGFBR2 — B 5-9 % [62]; B ApYyrmx reHax —
He vawe 1-2 % cnyyaes.

CemeliHble HCAPTA pemoHcTpupyiloT AL-nyTb nepe-
naun ¢ 6onblioii/BapnabenbHo  3KCNPeCCUBHOCTbLIO
(KNMHMYECKO BapMaTUBHOCTbBIO), OCOOEHHO Y XEHLLUWMH,
N CHMXXEHHOW NEHETPaHTHOCTbIO (4aCTOTOM MPOSIBAEHUS
reHa B npu3Hakax).

OddekTbl MyTauuin B OCHOBHbIX reHax npu HCAPTA
MOEHTUDULMPOBAHBI CleayoLmMM 06pasom:

® Mytaumm B MYH11 (KOOMPYIOLWEM TAXENYIO Lenb
Mno3nHa, obpasyiowyocs B TMK) accoummpoBaHbl C
APIA 1 OTKPbITbIM apTepuasbHbIM MPOTOKOM [63].

® Mytaumm B ACTAZ2 (kogumpywowem [MK-
cneumdnyHbIn anbda-akTnH) BCTpeyatloTcs Y 60JbHbIX C
APlA, nmeroLmx paHHee Havano nwemMmnyeckor 6onesHmn
cepaua (UBC), nHcynbtoB 1 60ne3Hb «Mosimosi» [10].

® MyTtaumm B MYLK (KogoupyilowemM KuHagdy nerkomn
Lenu MnosmnHa) npmBoasaT k PA ¢ He3HaunTenbHbIM pac-
LIMPEHMEM aopTbl v 6e3 TakoBoro [64].

® Mytaummn B PRKG1 (kogupyowem PKG |, ufMd-
3aBMCMMYIO MPOTEMHKMHA3y Tuna |, kotopas ynpaenset
paccnabneHvnem 'MK) nposiBnstoTcs npu AFA 1 oCTpbIX
PA y oTHOCUTENBHO MOnOAbIX nny, [65].

® Mytauun B MFAP (kogupytowem mMukpodubpunn-
ACCOUMVMPOBAHHbIN TIMKONPOTEVMH 2 — KOMMOHEHT 9na-
CTMH-aCCOLMMPOBAHHbIX (pnbpunnrH-cogepxKaLmx)
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Mukpodunbpunn BKM) nposiBnsiotcs dopmrpoBaHMeEM
AlA (paccnoeHune pa3BrBaETCs PeaKo) CO CXOXUMU CKe-
JNIETHBIMU MPOSIBAEHUAMU, XapakTepHbiMu ans CM [66].

® Mytaumm B MAT2A (KOAMPYIOLLEM KaTaluTu-

Ha n AT® [67]) — peokuii reHeTudeckuii BapuaHT APTA,
BCTpeyawoLwwmiics B cembsax ¢ JAK.

® Mytaumm B TGFBR1/TGFBR2 (xooMpylowmx peLenTo-
pbl TpaHChOopMupyioLLero dakrtopa pocta-6eta 1 (TGFBR1)

yeckylo CcybObeauHWLYy  BHEMEYEHOYHOU  MeTuoHuH-  unn 2 (TGFBR2) accoummpoBaHbl C NPenMyLL,eCTBEHHO Orpa-
TpaHchepasbl, KOTopas KaTanuanpyet OUOCUHTE3  HUYEHHbIM NMOPaXeHWEM — aHEBPU3MON rPYAHON aopThl 6e3
S-ageHosunmeTnoHuHa (AdoMet nnn SAM) N3 METUOHN-  KTACCUHECKMX KIMHUYeCKnx npossnexunin JIAC [68].
Tabuya 3
XapakTtepuctuka ocHoBHbix HHCT, nposenaiowmxca ¢popMmupoBaHueM cuHapomMHbix APTA
Twn leH, AHeB- Puck ApTepu-
3abonesaHune Hacnepo- | CUrHanbHbIN OMIM YacrtoTta pu3Ma paHHero anbHas
BaHUsA nyTb QopTbl | pacCnoeHus | U3BUTOCTb
Cunapom MapdaHa ALl TFg’g’él 154700 | 1:3000-5000 ++ + -
CWHAPOM BSISION KOXM EFEMP2
(cutis laxa), AP (FBLN4), 614437 1:4 000 000 ++ + -
T”n 1B ELN
Cutis laxa ALl ELN 123700 1:4 000 000 -/+ - ++
CunHapom dnepca - COL3A1, . ++ _
Oanno, VI tun AL COL3A1 130050 1:50 000 + (pa3psbiB) /+
CuHapom Dnepca - [aH- PLOD1, T4
no, IV tun, kndockonumo- AP cuHTes kon- | 225400 1:100 000 + (pa3spbis) -/+
TUYECKUIA TMN nareHa pasp
NAC, Tvn 2A Al T('J;'EBF%L 608967 HAO ++ +4+ +
NAC, Tvn 1B AL TC‘{E’%’EZ' 610168 HA 4+ I +
JIAC, Tan 4 AL TTGG%Z 614816 HA ++ o/ +
JIAC, Tvn 5 AL 7}%"%3 615582 HA ++ o/ +
NAC c OA, tun 3 SMAD3,
AL MADG, 613795 HA ++ ++/+++ ++
TGFB1
£
NAC c bonesHbio MK Al S,\’,\I/’AL\DDC‘_;" 175050 HA ++ FH/+++ ++
CuHapoM
apTepuanbHoil AP SLT%ZF%O/ 208050 HA + + T
N3BUJIUCTOCTHU
MoNmMKMUCTO3 Noyek AL PKD2 173900 1:400 - 1:1000 + + -
MOHOreHHbI NOTCH1,
(cemeinHbii) AAK Al NOTCH1- 109730 HA + + -
JAGGED1
SMAD3, _ _
Al TGFB HA ++ +
X-cuenneHHas _ _
NepUBEHTPUKYNApHan ;(e%lﬂebll-lﬁ I;LLNN’L/‘_\' 300049 HA + + -
reTepoTonus
CuHapoMm X-cuen- COL4A5, . _
AnbnopTa JIEHHbIN COL4A5 301050 1:50 000 + +
CuHapoMm Cnopa-
LLlepeweBcKkoro — anyec- 45, X - 1:2000 + ++ -
TepHepa Koe
CuHapom PTPN11,
HyHaH AL RAS-MEK- 163950 1:2000 + + -
ERK
BonesHb GLA
X-cuen- 4
dabpu, - kaTabonmsm .
KapananbHas dbopma new ranaktosun | 301500 1:3000 + + +
uepammaa

MpumeyaHms: ¥ — CUHOPOM aHEBPU3M-0CTE0apTPUTa, aCCOLMNPOBaHHLIN co SMADS3; £ — 4aCTHbIN BapMaHT TEYEHUS I0BEHWIb-
HOrO NOMMO3a/CUHAPOMA HACNEACTBEHHOW reMopparuyeckoli TeNeaHrnakTasum (CM. no Tekcty); T — cnekTp kKnnHuYeckmx npo-
SIBJIEHN HACTONbKO Pa3HOO0Opa3eH, Y4TO 3aTPyAHSEeT pasdrpaHnyeHne KOHKPETHbIX MPUYNHHO-CIeACTBEHHbLIX CBSI3ei 1 BKOYaeT
NEePUBEHTPUKYNSIPHYIO Y3M0BYIO reTepoTonmio, X-CLEMIEHHYI0 MMKCOMAaTO3HYIO KNanaHHylo ANCTPOdUI0, HEMPOHHYIO NCEBO006-
CTPYKUMIO KMLLEYHNKA, TEPMUHANBHYIO KOCTHYIO AUCNNa3unio, CUHAPOMHbIe APTA.

Cokpatierusi: ALl — ayTOCOMHO-A0MUHAHTHBIN; AP — ayTocoMHO-peueccuBHbli; JAK — oBycTBOpYaThIi aopTanbHblii knanaH; JIAC —
cuHgpom Jlyuca — Autua; HA - HeT panHbix; COL3A T — reH, kogmpytowmii anbda 1 uenb konnarexa lll tuna; MK — MutpanbHbIi KnanaH;
OA - ocTteoapTpuT; EFEMP2 - reH anugepmMansHoro ¢aktopa pocta (EGF), conepxawmii GnubynnmHo-nofobHblin aKCTpaLennonsp-
Hbli MaTPUKCHbIV 6enok 2; ELN — reH, kogmpytoLwmii 6enok anactuH; FLNA — reH, KoAMpYIOLLMIA aKTUH-CBSA3bIBAOLLMI 60K drnamuH;
PKD2 - reH, kogupytoLwmin 6enok nonnumcTuH-2 (polycystin) — npeactasutens cemeictea TRP1 (transient receptor potential) MoHHbIX
kaHanoB; MADG (mothers against decapentaplegic homolog 3) — 6enok-npealecTBeHHNK NpoTnB 3-ro romonora Decapentaplegic;
RAS-MEK-ERK — kackap BHYTPUKIETOUYHbIX 6e5koB; SLC2A10 — reH, Kogmpyowmii contotabenbHblii cemMeliHblii 6enok nepeHocymnka
rnoko3bl, TMn 10; SMADS — BHYTPUKNETOYHbIE BENIKM, ClyXallme A4S TPAHCAYKLMN BHEKIIETOYHbIX CUrHANIOB OT IMFaHAO0B B AP0, rae
OHW aKTUBMPYIOT TPAHCKPUMLUMIO reHa (KaHoHu4eckmnin kackag Smad 6enkoB); TGFB — TpaHCchopMUpYIOLLM POCTOBOW dakTop-f.
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Tabnnuya 4
HecuHppomHbie APTA
C N3BECTHO MOJIEKYJIIPHOW OCHOBOM
3aboneBaHune Tvn Ha- leH, AHeB- Puck ApTepu-
(anbTepHaTMBHbIE Ha- | cnepo- CUTHaNbHbIN OMIM YacrtoTta pu3Ma paHHero anbHas
3BaHuA) BaHWUA nyTb aopTbl | paccrnoeHus N3BUTOCTb

AAT1 (FAA1) AL HensBecTtHO 607086 HO ++ +/? +
AAT2 (FAA2) AL HeusBecTHO 607087 HO ++ +/? +
AAT3 AL TGFBR2, 610168 HAO ++ ++ +
(MFS2#; LDS2B) TGFB
AAT4 (FAA4) B coueTta- AL MYH11 132900 HA +++ + -
Hun ¢ OAN IGF-1, ANGII
AATS (LDS1A; 6onesHb AQ TGFBR1, 609192 HAO ++ ++ +
®epnoHra; MSSE) TGFB
AAT6 AL ACTA2, 611788 HA +++ ++ ++
(6onesHb «MOsIMOSA») IGF-1, ANGII
AAT7 AL MYLK 613780 HAO + ++ -

IGF-1, ANGII
AAT8 AL PRKG1 615436 HAO +++ +++ +

IGF-1, ANGII
AAT9 AL MFAP 616166 HA +++ + -

MpumedaHus: # - ceMeiHbIi CMHAPOM MapdaHOMAHON BHEWHOCTM (paHblue 6bi1 U3BECTEH KAk 2-il TUM CMHAPOMA

MapdaHa).

CokpatyeHmns: ALl — ayTOCOMHO-AOMUHAHTHbIA TN HacnenoBaHus; AP — ayTOCOMHO-peLecCuBHbIM TUM Haclea0BaHUS ;
"MK - rnagkombiweyHble knetkn; HO - HeT aaHHbIX; OAl - OTKPbITbIV apTepuanbHbIil NPpOToK; AAT — aHeBpu3Ma rpyaHON

aoptbl; ACTAZ - reH, KOANPYOLWNI anbd)a-z aKTWH rNaaKoMblLLeYHbIX KeTok aopTbl; ANGII — aHrnoTeHsuH II ;

FAA - ce-

MeliHble aHeBpM3Mbl aopTbl; fTAAD — ceMelHble aHEBPU3Mbl U PACCiIOeHUs rPYAHON aopTbl; IGF-1 — MHCYIMHONOAOG6HbI
¢akrtop pocra; LDS - cunapom Jlynca - Autua; MFAP - reH, KOAUPYOLWMN A MUKPOPUEPUIN-accounmMpoBaHHbIi FIMKOMNpo-
TenH; MYLK — reH, KOAUPYIOLWNIA KMHA3Y Nnerkon uenu mnosmHa; MAGP2 - Mukpodunbpumnn-accounmpoBaHHbIn rJIKONpo-
TenmH; MSSE - MHOXeCTBeHHas CaMOBOCCTaHaB/IMBAKOLLAACS MIOCKOKAETOYHas anuTennoma; PRKG1 - reH, KoavpyoLmi

urM®-3aBMCMMble perynaTopHbie MpoTenHKMHa3bl, Tin 1.

B cembsax ¢ mytaumammn B ACTA2, MYH11, TGFBR1,
TGFBR2, MYLK n SMAD3 n B ceMbsix C MyTauusimu B J10-
kyce AAT2, B nepBylo o4epedb Y XeHLMH, HabngaeTcs
CHUXEHME NeHeTpaHTHOCTW. [onHas NeHeTPaHTHOCTb OT-
Me4yaeTcs nNpu myTaumax B nokyce AATT.

Ha cerogHsawHui geHb 0o 20 % cpeam HCAPIA npuxo-
OVTCH Ha MyTauun B U3BECTHbIX FeHax, 4TO NogyepkmsaeT
NOBOJIbHO LUMPOKUI X peHoTUnnydeckuin cnektp [39].

KJIKOYEBbIE NMOJIOXKEHUSA

® Y auy Mmonogoro Bo3pacta ¢ AlA npu OTCyTCTBUM
MAEHTUDUKALMN KITACCUYECKUX 3TUONIOMMYECKNX PaKTO-
POB prCKa B MEPBYIO 0Yepeab OO/MKEH PACCMATPUBATHLCS
HacneaCcTBEHHbI KOMMOHEHT 3a00neBaHNs C NOATBEPX-
OeHneM n/Mnn NCKYeHmnemM asyx kateropuii AIr'A — cuH-
OPOMHBIX U CEMENHbIX (HECUHAPOMHbIX).

B B 0CHOBE MHMLMMPYIOLLMX cOObITMIA CAPITA nexar, kak
npaBuo, reHoMHble AedekTbl, TOrAa Kak B OCHOBe HCAPIA —
MOJEKYNSIPHbIE HAPYLLIEHUS, B LEIOM OEMOHCTPUpPYoLLme
Al-Tvn HacnepnoBaHus. BMecTe € TeM Ha NpakTuke reHeTu-
yeckas ocHoa Al'A 4acTO oCcTaeTcsl Hepacrno3HaHHON.

2.4. TatoreHe3, MONEKYJIIPHO-ITeHeTn4ecKkmne
OCHOBbI CUHAPOMHbIX U HECUHAPOMHbIX (CeMeNHbIX)
APTA

[MaTtoreHetnyeckne mexaHmamol API'A MHOXECTBEHHbI
M COMPSXEHbl C MyTaLMEN reHoB, Yy4acTBYIOLLMX B CNOX-
HbIX MpoLeccax cbopkn 1 pacnaga KoOMnoHeHToB BKM
(konnareHoBbIX U HeKoNareHoBbIX 6enkos — Gubpunnu-
Ha, GNOPOHEKTMHA, TEHACLMHA W Np., HACNEACTBEHHbI-
MU HapyLleHuaMu cuHTesa (aedunumtomMm) GepmMeHTOB UX
OMOCUHTE3a (MAaTPUYHbIX METANSIONPOTENHA3) U UX UHT -
OMTOPOB, MOCTTPAHCASALMNOHHbLIX 93H3VMMOB KOJIIareHOBOrro
CUHTE3a), FEHETUYECKUMN U MONEKYNSPHbIMU AedekTa-
Mn BGeNKOB, yHacTBYOLLMX B perynsumm mopdoreHesa CT
(dpakTopbl pocTa, MX peuenTopbl, aHTarOHUCTbI, TPaHC-
KPUNUUOHHBbIE pakTopsbl) [2].

M3BECTHbIE MONEKYNSIPHO-FEHETMYECKNE OCHOBbI Ha-
pyweHun npn HCAPIA n cAPIA B Lenom npeactaBnsioT
TPY OCHOBHbIX MHULMNPYIOLLNX COObITUS:

— pedekT cCoeaANHNTENbHOM TKaHU (MONEKyn BHEKNe-
TOYHOrO MaTpukca);

— CHUXeHHbI TGF-6eTa-curHanuHr B TkaHsax («TGFp-
napagokc»);

— HapyLUEHVsa B KOMMNOHEHTAax COKPaTUTENbHOro anna-
pata cocyamncTbix TMK.

Mpn BCEM NEPEYMCNEHHOM MHOroobpasnn reHos,
BOBJIEKAEMbIX B BbILIEMNEPEYNCIIEHHBIE MHOXECTBEHHbIE
3TMONATOreHeTMYEeCKNEe MexaHu3Mbl pas3sutmusg APTA,
OyOpb 9TO HapyLUeHUs, aHOManuu (Aeno3numm 1 nNp.) ana-
CTUYECKMX NN KONITAreHOBbIX BOJIOKOH U/UNK KOAIareHo-
NoAo6HbIX (DUBpUNNapPHbLIX) BEenKoB, PeryisTopoB Mop-
doreHesa CT n np., B HACTOsILLEE BPeEMS OTMEYaloT HETKO
00603HaYEHHYIO MO3MLMIO MATONIOrMYECKOM aKTUBHOCTU
MOJieKybl TPAHCHOPMUPYIOLLLEr0 POCTOBOro dakTopa-f
(TGFB), koTopas npuobpeTaeT CBOeOOpasHble 4epThl
«MHOFOJIMKOCTM>» C LUMPOKUM CMEKTPOM  KIMHUYECKNX
nposiBneHnin [21, 22, 23, 25, 69, 70], 1 ocobeHHO aop-
TaslbHbIX aHeBpPU3M [71].

MpocTpaHCTBEHHAA M BPEMEHHAsi akTMBALUMUSA TPaHC-
dopmupytoero poctoeoro dakrtopa-f (TGFB) — mMynb-
TUNOTEHTHOIO LMTOKMHA WUrpaeT BaXHYK pPOJib B 3M-
OpvioreHese, pasBUTUN U HOPMAJIbHOM FOMeOocTase
coeguHuTenbHo TkaHu [70, 72]. 9dBnsfiscb mMoaynsito-
poM kneTo4Hor nponudepaunmn, oamdoepeHLUNpPOBKU 1
anonto3a, TGFf yyacTByeT B UMMYHHOW PErynsumm 1 nH-
OYKUMM MaTPUYHOTO CUHTE3a MHOXECTBEHHbIX MOJIEKY
BKM (punbpoHekTMHa, KonnareHa, NnpoTeorivKaHoB 1 np.)
[73, 74].

MpuYnHHO-CcNneacTBeHHas CBS3b/dOopMUpOBaHME
APTA c curHanusaumeii TGFB («TGFB-napagokc») Habno-
naetcs:

— NPU HapyWeHUsaX BHEKJIETOYHOM TpaHCAYyKUMN
TGFB-curHanoB (136biTovyHas aktmBHocTb TGFB1, myTa-
ummn B peuentopax TGFp);

— HapyLIEeHNSX BHYTPUKIIETOYHOM TpaHcaykunm TGFB-
CUrHanoB (HapyLLeHns B CUrHanbHbIX «downstream» nyTsx
TGFp) B KQHOHMYECKMNX (KNacCUYeCKNX) U/ HEKAHOHW-
YeCKUX (HEKaCCUYECKMX) MyTaX.

MyTaumm B reHax, OTBETCTBEHHbIX 32 HapylUeHUs B
rnagkoMblLLEYHbIX 3dfIEMEHTaxX UMTOCKeneta aopThl, B
4YaCTHOCTU KOMMOHEHTOB COKPATUTENIbHOro annapara co-
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cyoucTbix TMK, aBAgoTCa KAOYEBLIMW MEXaHM3MaMn B
Moaensix popmmpoBaHns HCAPTA [25] (CcM. Huxe).

KJIKOMEBbIE NMOJIOXXEHUSA

B HOBblE MOJIEKYNSIPHO-TEHETMYECKME aCNeKTbl Hapy-
LEeHUN NpU HECUHAPOMHbIX AA 1 CUHOPOMHBIX hopMax
ATA o6ecneymBatoT KOMMIEKCHOe 1 6osiee NosiHoe BOC-
npUsTUe MHULUMMPYIOLWMX COObITUI B PasBUTUN aHEBPU3-
Mbl/PaCCNoOeHnsT aopTbl C BblOENEHNEM TPeX KIOYEBbIX
MnO3nNLNIA:

— «gedekTa» KoMnoHeHToB BKM;

— HapyleHHoro TGF-6eTta-curHanunHra;

— HapYyLUEeHNI B KOMMOHEHTax COKPaTUTENbHOro anna-
pata cocyamnctbix TMK.

B B MONEKYNSAPHON rEHETUKE YenioBeka, nokasasLlen
NMPUYaCTHOCTb Pa3HOOOPAa3HbIX LIUTOKMHOB K NMaTtoreHesy
APTA, 3ameTHas ponb otBoamnTCcs monekyne TGFp.

2.5. Natomopdonorusa u mogenu GopMuUpoBaHUSA
HacNeaCcTBEHHbIX aHEBPU3M aopPThbl

O6WUM rUCTONOrMYECKUM 3HameHaTenem Gopmm-
poBaHua APIA cuuTaeTcs gereHepaTtvBHbIA MPOLEeCcC B
Menmn. B knaccrnyeckom oCHOBE BbIAENSIOT ABa TUNa ova-
roBoOW gereHepaumm ¢ NPeENMYLLLECTBEHHBIM MOPaXeHNEM
3N1aCTMYECKOro IM60 MbILLEYHOrO KOMMOHEHTOB LIUTOCKE-
neta aopThbl.

Mopenu dopmupoBaHua APFA Ha npumepe Ha-
pywieHus anactoreHesa. [1penMyLlecTBeHHasa OereHe-
pauusi 31acTMYECKOro ckeneTa cpeaHein 060104KM aopThbl
npeobnagaet B Mosiogom Bo3pacTe, Ao 40 net, n Koc-
BEHHO CBUAETENbCTBYET O HACNEACTBEHHOM aopTonaTum.
Y NOXWnbIX NAUMEHTOB OTMEYAETCHA NPENUMYLLECTBEHHAsA
yTpata n gesopranmsaumsa MK, peako BbiCTynawoowias B
dopmMe «laMUHAPHOro Hekposa». OaHako Npu 06oux TU-
nax rnoBpPexXaeHns B TON UV MHOW cTeneHn HabnioaaTcs
BTOPUYHbIE U3MEHEHUS: OTHOCUTENIBHO HEHOPMAasIbHOro
pacnonoxeHns n nponndepaumn cocyouctolx N’KM - B
NepBOM Cy4ae U NOBPEXAEHNSA 31aCTUYECKOrO KOMIMO-
HeHTa kak pesyfibTaTta MeTabonmyeckoro gedekra Bcnea-
ctBme gereHepaumn MK — Bo BTOpOM cnydae. Takxe npu
060uX TUNax NOBPEXIEHMS vasa vasorum pacLunpeHbl n
JINLLEHBI HAPYXXHOIO MOAAEPXKMBAIOWEr0 Kapkaca, 4em
npruobpeTaloT CKIOHHOCTb K pasdpbiBy. [MaTOrHOMOHWUY-
HbIli rMcTonornyeckuii cyéctpat PA npu HacneacTBEHHbIX
aopTonatusx — namonaTuyeckuin KNCTO3HbIN HEKPO3 Me-
ouu (M3enng — Opaxarima) ¢ rmcTONIOrM4Yecky OKa3aHHOM
rpyboit pereHepaumeli 91acTUYeckux BOSIOKOH, HEKPO-
30M MbILLEYHbIX KNIeTOK 1 06pa3oBaHNeM KMCTO3HbIX MPO-
CTPaHCTB, 3an0J/IHEHHbIX MYKOUOHbIM COAEPXUMbIM [75,
76]. MoxeT Habnogatbcs Hebonbluas BOCnanuTenbHas
peakuus.

Cneuuduyeckue aHaTomo-mopdosnornyeckme
0COOEHHOCTU MNpu oOnpeAesieHHbIX HaceACTBEeH-
HbIX aopTonaTtusax. Mogenbio HapylleHNs anacToreHe-
3a B KJlaCCMYECKOM MpencTaBieHnn SBASeTCs CUHAPOM
MapdaHa, npu KOTOPOM NaTosIornsa aopThl 0OyCoBIEeHa
aHomanuen GpubpunnuHa | Tvna — KkonnareHonogo6HoOro
CTPYKTYPHOro 6enka, KOTOpbI/i HanpaBnseT U OPUEHTU-
pyeT anactuH B pas3BuBatowenca aopte [77]. [wctono-
rndeckn 10-21 % PA n 43 % paccnoeHuini Bcex COCyaoB,
Habnopaembix npu CM, umetoT rpyOyio OereHepaumio
Meguu, a NPU3HakM KUCTO3HOr0 MeAMOHEKPO3a 3aHNMa-
ioT 6onee 50 % nnowaan CTeHKU aopTbl. HapylueHHble
anacTtuyeckue ceorictea CT NpmBOAAT K NpOrpeccmpoBa-
HUIO U3MEHEHUI 1 XXECTKOCTU CTEHOK, PACLUMPEHMIO aop-
Tbl [78]. B ntore HapyLleHne romeoctasa B 351aCTUYECKNX
BOJIOKHAxX MPUBOAUT K Pa3BUTUIO BbICOKOMEHETPAHTHbIX
aHeBpu3aM KA [79]. Hanbonee 4yacto obHapyxmBaeTcs
nporpeccupytoulee paclumperne KA B 06nactv CUHYCOB
BanbcanbBbl U ANCCEKUMS a0OpPThl TIOKANU3YeTCcs B rpya-
HOM OTZene (Bocxogsuiee pacceveHve, CTaHbOpPACKMIA
1N A). YunTbiBas, 4TO MMKCOMATO3HaaA aereHepaumsa u/
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W KUCTO3HbI HEKPO3 cpeaHert 000n04kn 3aTparmsaeT
BCE OTAENbI, BK/OYAS CTEHKM OPIOLLIHOM aopThl, 3HAYU-
TeNbHO pexe, aHanorn4yHble N3MEHEHNS MOMyT BO3HMKATb
no TNy Hucxopasero paccevyeHus (CtaHdopackuin Tmn
B) [80].

«9NacTUH-AedULNTHBIE» COCTOSIHUSA HE BCErga nposiB-
naTcs o6nuratHbIM GOpPMUPOBaAHMEM DEHOTUMMYECKMNX
APTA. K npumepy, npu cuHapome cutis laxa, BbI3BaHHOM
MyTauusiMu B reHax anactuHa v geduumtom Gubynu-
Ha-5 — pellatoulero meamatopa anacrtoreHesa [81], ATA
AIBNSIETCA KpaliHe PeakuM NpPosiBAEHVEM M He Habnoaa-
€TCs Y MauMEHTOB C AOMUHAHTHbIMU U PELLECCUBHBbIMU
dopmMamm. XapakTepHa TONbKO naTosiormieckas n3suin-
CTOCTb apTepui. HanpoTtme, Npn 4aHHOM CUHAPOME, HO
yXe Bbl3BaHHOM feduumtom purbynmHa-4 (Mytaumsamm B
reHe EFEMP2), aHeBpu3mbl cocynoB (Bkitoyas KA) yxe
NPOSIBNASIOTCA C BbICOKOM NEHeTPaHTHOCThIO [82]. pyron
npumep, Koraa npv anacTmyeckon NceBaoKCaHTOME, Bbl-
3BaHHOM MmyTaumsamm B reHe ABCC6, B nocTHaTasibHOM ne-
puoae BO3HMKAET anactmnyeckas dparMeHTaums BOJOKOH
B aopTe, oaHako Al'A o6bl4HO He pa3BuBaeTcs [83].

KnctosHasa pereHepaums Megmm OTMedaeTcss U npu
HapyLUEeHNX CMHTE3a KoslareHa, NpuBoas K pacLUMPEHUIO
KA - knaccuyeckomy nposisneHnio C3. Cxoxuin npo-
uecc HabnogaeTcsa npy KoA v opyrux BPOXOEHHbIX 3a-
6oneBaHusAx, conpoBoxaawLwmx gedpopmaumio AoK. He-
cnHApPoMHble dopmbl APTA (HCAPT'A), accouumpoBaHHble
¢ JAK n/mnn oTKpbITbIM apTepuasnbHbiM NPOTOKOM, Mpu
rMCTONOrMYECKOM NCCNEeA0BAHNM MOTFYT NPOSIBASATLCH TU-
MUYHBIM KNCTO3HLIM MEANAHEKPO30M [84].

Mopenb dopmupoBaHua APrA Ha npumepe npe-
MUMYLLECTBEHHOIr0 HapyLI€HUs B rnagKoOMbILLIEYHbIX
knetkax. [Mpu cemenHbix APIA oTMeYaeTcs 3Ha4YnTENb-
Has posb IokanbHOro 6ecnopsA04YHOr0 YBENNYEHUS YMC-
na cocyaucTtbix MK ¢ nx pesopraHmsauveii (B 605bLuei
CTENEHN, YEM 3/1IACTUYECKMX BONIOKOH). K npumepy, Mmy-
Tauun BACTA2 u MYH11 cBsa3aHbl C Hann4ynem meanarb-
HOW [JereHepauumn, HaKOMJIeHWeM U1 aesopraHusaumen
rnagkux MUOLMTOB, HanoMuHaloLlen 6ecnopsanoyHOCTb
MUOLUMTOB NpPWU rUnepTpoduyeckon kapamomuonatum
[10, 64, 85].

BmecTe ¢ Tem HapyweHne B TMK paccmatpuBaeTcs,
Kak npaBwuio, B Moaensax GpopMMpOBaHUSA OereHepaTmB-
HbIX (aTepocknepoTtuyeckmx) ¢opm APIA. OTtmevaetcs
npenmMyLLecTBeHHas ytpata/aesopranmsauma MK, vHo-
roa BbiCTynawowasa B Gopme «JIaMUHAPHOrO HEeKpOo3a».
OTOT TUN NoBpexaeHus HabnogaeTcs, kak nNpaBuso, y
NOXWAbIX JINL, U1 OCOBEHHO Yy NALMEHTOB C MMMNEPTEH3M-
el; yale BCTpeyaeTcs B OMCTallbHbIX OTAenax aopTbl
1N COMPOBOXAAETCHA aTEPOCKIEPO30M B OT/IMYME OT Ha-
cnencTtBeHHbIX APIA. B xoge eCTeCcTBEHHOro CTapeHus
[ereHepaTtrBHblE U3SMEHEHUS NMPUBOOAT K Nerkon popme
KMCTO3HOro Hekposa meamn. MIHorga B nonocTsx, obpa-
30BaBLUNXCH HA MECTE MbILLEYHbIX 3/IEMEHTOB, HakanIn-
BaeTCd MyKOUAHbIN matepuan. Npu gaHHOM BapuaHTe
Takke OTMEYaeTcsa yTpata HOpPMasbHOW 3nacTUHECKON
apxuMTekTypbl Meamu aopTtel. OgHaKo NOBpeXaeHne ana-
CTMYECKOr0 KOMIMOHEHTA PacCMaTPMBAETCH Kak pe3ysib-
TaT MeTabonmnyeckoro gedekta BCNeACTBME LereHepa-
unn MK,

Takum 00pa3omM, rMMCTONOrMYeckmin cybcTpaT KMCTO3-
HOro MeuaHekpo3a 1 ero Pas3HOBMAHOCTEN B HACTOSILLEE
BPEMS HE MOXeT paccMaTpuBaTbCH Kak crneumdndeckmi
0151 PA3/INYHbIX KATEFOPUIA PACCNIOEHNS A0PThI.

Mpu 060mx TMNax NOBPEXAEHUS vasa vasorum pacLumn-
PEeHbl 1 NNLLEHbI HAPY>KHOIO NOAAEPXMBAIOLLEro Kapkaca,
4yem NpruobpeTaroT CKIIOHHOCTb K pa3pbIBY.

B uenom HacnencTBEHHbIE 20PTONATUM AEMOHCTPUPY-
0T le30praHmn3aumio cpegHen 4acTn 060104KM U AECTPYK-
TUBHOE MATPUYHOE peMOaeNnpPOBaHne ¢ pparMeHTaumen
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anacTuHa, npoandepaumio unv notepto cocyancToix MMK
1 MEeHee BbIpaXKeHHbI BOCMaIMTENbHbIA KOMMOHEHT (6e3
aTepomaTo3a) C HakomnjaeHneM NpoTeornmkaHos. BmecTte
C TEM OrMCaHHble HapyLLUeHUs penkKo, HO MoryT Habsto-
[aTbCs Npu gereHepaTtuBHbiX Gopmax APTA.

KJIKOYEBbIE MOJIOXKEHUSA

® OCco6EeHHOCTN aHaTOMO-TMCTOJIONMYECKOro CTpOe-
Husa KA n Bocxopgsulero otaena, MU3MeHYMBOCTb €€ MOp-
donormm NoA BAUSHUEM Pa3NINYHbIX FTEHETUYECKMX aHO-
Masinin Mpu Hac/1eACTBEHHbIX 3a001eBaHNSX 1 YCIIOBUS ee
dYHKUMOHNPOBaHNSA Nog, 60blWINMM JaBNEHMEM onpene-
NS0T NPeapacnonoXeHHOCTb K ANCCEKLNN 1 Pa3pbiBaM.

® O6e dopmbl APIA (mereHepaTvBHblE U Hacnen-
CTBEHHbIE) OEMOHCTPUPYIOT KUCTO3HLIN MeANOHEKPO3,
4YTO WCKJIOHAET WCMNONIb30BAHME TMCTOJIONMYECKOro 3a-
KIIOYEHNS Ans Bepudukaumii To4HOro amarHo3sa. Mpuyn-
Hbl, MO KOTOPbLIM MPU OAMHAKOBbIX CTEMEHSX AereHepaLmm
B OHMX cny4vasx passusaetcd PA, a B opyrmux — HeT, ocTa-
I0TCSt HEM3BECTHbLIMMU.

® Y nayneHToB, He CTpaaaloLMX M3BECTHLIMU B HACTO-
auee BpemMs nmbo npegnonaraembiMn HHCT, nereHepa-
umMs Meauu npenMyLLecTBeHHO 00ycnoBieHa «M3HOCOM»
aopThbl NpU CTapeHUn 1, 0COBEHHO, NMpU apTepuanbHOM
runepTensnn. Hanpotue, y nuu, ¢ HHCT ructonormsa me-
01N aopThl BbISBASET 3aMETHYIO €e OereHepaunto yxe B
MoJslogoM Bo3pacTte. B mepBom m BTOpOM ciyvae narto-
MOpPGONOrnMa He cyYMTaeTcs BbICOKOMNATOrHOMOHWUYHOMN.
Jlnwb cybMmnKpockonnyeckmne noBpexaeHus, HanpsimMyto
CBSI3aHHblE C HAPYLUEHNSIMU CUHTE3a, COOPKN 1 BCTpau-
BaHUS 9N1aCTUHECKMX MO0 KOIareHOBbIX KOMIMOHEHTOB
cpenHeit 0605104KM a0pPThl, OTBEYAIOT 3TOMY YCJ/IOBUIO.

2.6. Knaccudukauusa

FeHeTnyeckn OOYCIIOBNEHHbIE «aHeBpU3MaTuye-
ckmne» 60n1e3HN aopTbl KNacCUPUUMPYIOT Ha TPU OCHOB-
Hbl€ rPynnbl:

CuHppomHblie popmbl APTA

® CuHpgpom MapdaHa (cneacteve myTaumMm B reHe
FBN1).

CuHpgpom Jlynca — Outua (J14C) (cneacteme myTaumm
B reHe TGFBR1/TGFBR2).

® CuHapom apTepuanbHoi unssunuctoctu, CUA/
arterial tortuosity syndrome, ATS (cneactsue mytaumm B
reHe SLC2A10).

® PelieccmBHas dopma aepmartonusa Annbdepa (cutis
laxa) | Tvna (cnepctene mytaummn B reHe ¢dubynunHa-4,
FBLN4).

® CuHOpPOM aHeBpU3M-0CTEOApPTPUTa, accouun-
poBaHHbI cO SMAD3/a SMADS3-related aneurysms-
osteoarthritis syndrome.

® HecnHgpomHbie dopmbl APTA (cemelnHbie paccnoe-
HUS U @HEBPU3MbI FPYOHOM a0pThl).

® Criopaapueckue popmbl APIA 4,

MaTtoreHeTnyeckaa knaccudukauma Hacnepn-
CTBEHHbIX 3a00JIeBaHuii TPYyAHOI aopThl (reHeTu4ve-
ckux aoptonartuin) (KaHagckas accoumaums CUHApoOMa
MapdaHa, Montalcino Aortic Consortium, 2013).

BkJtoyaeT Tpu rpynnbl, 00YCIOBAEHHbIE HANTMYMEM:

® nedekra (MyTaumMin) reHoB, OTBETCTBEHHbIX 3a CUH-
Tes3/pacnag komnoHeHToB BKM;

® nedekra (MyTaumii) reHoB, BOBJIEYEHHbIX B NATOJ10-
ruyeckyto mooynsunio TGF-6eTa-curHanmsaumnu;

® nedekTa (MyTaumin) reHoB, OTBETCTBEHHbLIX 32 KOM-
MOHEHTbI COKPATUTENBHOMO anmnapara COCYyAUCTbIX raf-
KOMbILLEYHbIX KJIETOK 20pPThl.

Knaccudukaumsa APTA B MKB X nepecmoTpa:

® |71 (AHeBpM3Ma 1 paccnoeHne aopThl).

® |71.1 AHeBpu3mMa rpygHoOm 4acTu aopThbl pa3opBaH-
Has.

® |71.2 AHeBpu3Ma rpyaHor 4acTn aopTbl 6€3 ynomum-
HaHWS O pa3pbIBE.

Knaccudumkaumna APTA (Stanford, USA) (npeacrtas-
neHa Ha pucyHke 3) [86].

® CtaHdOopAcKuiA TUN A: pacciioeHne BKIIOYaAET BOC-
XOASLLYIO a0PTY (BOCXOASILLEE paCCEYEHME).

® CtoHdpopackuii Tun B: PaccnoeHne BKOYaeT HUC-
XOASILLYIO a0PTy AMCTalIbHEE OTXOXAEHUS NTEBOM NOOKIIO-
YMYHOW apTepun (HUCXoAsLLee pacceyeHue) S,

Knaccudpukauma APTA no De Bakey (no pacnpo-
cTpaHeHHocTu) (puc. 3) [1]:

® Tun |: paspblB MHTUMBbI TOKAIN3YETCH B BOCXOOSLLEN
aopTe 1 pacrnpoCTpaHAeTCs Yepes Ayry Ha HUCXOOALLYO
a0PTY 1 BCIO OPIOLLIHYIO a0pTY.

® Tun Il: paccnoeHne 3axBaTbiBAeT TONLKO BOCXOOS-
LLYIO a0pTy.

® Tun lll: paccnoeHve 3axBaTbiBAET TOSIbKO HNCXOAS-
LLYIO a0pTy.

® Tun llla: pa3pbiB MHTUMbI NOKaNIN3yeTCcHa AncTasnbHee
JNIEBOM NOAKIMOYNYHOM apTeEPUM, MOXET PacrpoOCTPaHATb-
€S NPOKCUMasIbHO; ANCTaNbHO PACNpPOCTPaHAETCs B Npe-
[enax HACXoAsLEN rpyaHON aopThl.

® Tun llib: pa3pblB MHTUMBI NTOKaNN3yeTCca AncTasnbHee
NIEBOM NOAKIIIOYMYHON apTeEPUKX, PacrnpoCcTpaHaeTcs anc-
TaNbHO Ha HUCXOASLLYIO FPYAHYIO U OPIOLLIHYIO a0pTy.
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Tun 111
Tun B

He Beiikn

CraHdopa

Y

Puc. 3. Knaccudukaums paccnoeHunin aoptbl (PA)
Nno pacnpoCTPaHEHHOCTU

lMpumeyarHmne: cxembl PAknacc 1, B KOTOPOM BblENSOT TUMbI
I, lnlll no De Bakey [1]. Takxe nsobpaxeHbl knaccbl Stanford A
1 B. B tune lll BbigenatotT noatunel (llla — Tonbko BHYTPUIrpyAHOR
otaen, lllb — B coyeTaHum ¢ nopaxeHnem 6PIOLLHOIrO OTaena) no
Reul n gp. [86].

Knaccudpukaumas APFA B 3aBMCMMOCTM OT narto-
dusmnonorun:

® ICTUHHbIE (CTEeHKa aHEeBPU3Mbl — CTEHKA aopTa);

® JI0XXHbIE (CTEHKA aHEBPU3MbI — OKPYXatoLLMe TKaHW).

Knaccudukauuns PA no BpemeHu:

OOLLENPUHATON MPaKTUKON CYMTaAeTCs Ccreaylollee
neneHve tedeHnd PA:

® ocTpoe (14 gHen);

® nopoctpoe (15-90 aHelt);

® xpoHuueckoe (>90 greit) 8.

4 HabnioaatoTcs y MOIOAbIX /IULL, HE MMEIOLLVIX CEMENHOro aHaMHesa U 0COBEHHOCTEeR CUHAPOMHbIX hopM APTA.
5 1ns reHeTudeckn 06ycnoBneHHbIx APTA NaTorHOMOHMYEH 1 Hanbosniee HebnaronpPUSTEH B OTHOLLIEHUM NPOrHO3a NepBbIi BapuaHT

(Tvn A).

6 B rpynny naumeHToB ¢ XxpoHudeckum PA Takxe BXxOAaT paHee onepupoBaHHbie 60/bHbIe ¢ PA TUna A 1 COXpaHaoLMCS paccio-

€HMEeM HUCXOSALLLEN aopPThbI.
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Knaccudukaumsa PA no TeyeHuio:

® HEOCJIOXKHEHHOE;

® co cTabunbHbIM Te4eHneM 3aboneBaHus;

® OC/IOXXHEHHOE (Mporpeccupylowee paspylleHne
aHEBPU3MbI, XpPOHUYECKas BUCLEepanbHas unu nepude-
puyeckas manbnepdysns 1 COXpaHsoLWMecs nnm nepuo-
andeckme 6051, U gaxe paspbiBbl).

Knaccudpukaumsa ocTtporo aoptasibHOro CUHAPO-
ma (OAC) npu paccnoeHum aopThbl (puc. 4):

® knacc 1: KJlaCcCUYEeCKUi;

® Klacc 2: MHTpamypasnbHble rematombl (MMI);

® knacc 3: Mano3amMeTHOE Unn AnckpeTHoe PA;

® nacc 4: neHeTpupylowme aopTanbHble 938kl (MAA);

® Kflacc 5: ATporeHHoe nnu TpaemaTnyeckoe PA.

Hanbonee obme yepTol OAC oTpaxeHbl Ha puUcyHke 4.
Knacce 2

)

Knacc 4

v/

Knace 1

Knace 3

Knace 5

Puc. 4. Knaccndukaums npu paccnoeHun aoptol (PA) [87]

MpumeyarHne: Knacc 1: knaccuyeckoe PA C UCTUHHBIM 1
JIOXHbIM MPOCBETOM C UM 6€3 CBA3U MeXAy ABYMSs NpocBeTa-
Mun. Knacc 2: nHtpamypasbHble rematombl. Knacc 3: manosa-
MeTHOe uUnu guckpeTtHoe PA C BbiNSSYMBAHMEM CTEHKM aopThl.
Knacc 4: a3Ba 06nacTtn aTtepoCKIepoTUYEeCKON BNSLLIKN aopThl
C nocnenyoLLmm paspbliBoM 6nsawkum. Knacc 5: aTporeHHoe nnmn
TpaBmatuyeckoe PA, nposiBasieTcs KateTep-vHAYLMPOBAHHBbIM
pasneneHnemM NHTUMBIL.

2.7. O6cnepoBaHue aopThbl

BkntoyaeT knmHnyeckoe obcnenoBaHue 1 nabopaTtop-
Hble aHann3bl, OAHAaKO B OCHOBHOM 0a3npyeTcs Ha BU3Yy-
aNN3NPYIOLLVX UCCNEeA0BaHUAX, BKITIOHAIOLLNX YyNbTPa3BY-
koBble MeToapl (Y3WU), komnbloTepHyto Tomorpaduto (KT)
n MPT.

B nepByto ouepenb pekoMeHayeTcs TaTebHbIn coop
CeMelHoro aHaMmHesa 3aboneBaHunii apTepuin, 1 0CobeH-
HO Hanuuma aHeBpu3M K cnydaes PA nubo BHe3anHow
cmepTun (knacc |, yposeHb A). AHann3 pogoCcnoBHOM Npes.-
nonaraet KJIMHNYECKUI NonMMopdun3m B npesenax ogHom
CeMbW, HECYLLEN MAEHTUYHYIO FEHHYI0 MyTaumio. B cBs3n
C YEM PEKOMEHAYETCH KIIMHNUKO-UHCTPYMEHTANIbHOE UC-
cnefoBaHMe POACTBEHHMKOB MEPBOW CTerneHu (6paTbeB
1 CecTep, poanTenein) Ha npeamMeT Hanmuumsa y Hux APTA
(knacc |, ypoBeHb A).

OueHka aHamMHe3a omkHa OblTb HanpasfieHa Ha or-
TUMasbHOE MOHMMaHME Xanob naumeHTa, BbISIBEHME
nepcoHasibHbIX GakTOPOB pucka CepAeyYHO-COCYAUCTbIX
3abonesaHuin (CC3).

HanbHenwaa auarHocTuka HacnencTBeHHbIx AlA
BKJIOYAET:

® KnHMYeckoe obcnenoBaHue;

® BN3yanuU3npyoLLMEe AN MHCTPYMEHTallbHbIE METO-
Obl ccnenoBaHna («30/10TON CTaHAAPT» ANArHOCTUKNY);

® MONEKYNIIPHO-FEHETUYECKME NCCNEA0BAHUS («30/10-
TOW cTaHgapT» Bepudurkaumm guarHosa).

BazoBble nabopatopHble UCCNenoBaHMA BKIIOYAIOT B
cebs BbIsSIBIIEHME CEPAEYHO-COCYANCTLIX HakTOPOB prUcka,
OHaKO MpPWU HaCNeaCTBEHHbIX aopToNaTUsX NPakTU4YecKn
He UMeIOT cMbicna. JlTabopaTopHble UCCeA0BaHNSA UrpakoT
HE3HAYUTENbHYIO POJb B AMArHOCTMKE OCTPbIX aopTasib-
HbIX 3a060neBaHuiA, HO None3Hbl AN auddepeHunanbHON
ouarHocTuku. OnpepeneHve ypoBHel GMoMapKkepoB B
paHHWe Cpoku Nnocre NosiBeHNs CUMMTOMOB MOXET Mpu-
BECTW Kk 6onee paHHEMY MOATBEPXAEHWIO MPABUIIbHOIO
AnarHo3sa BM3yanmaupyloLwmmMmm metogamMmm, 4To NpuBoanT
K paHHEN opraHn3aumm NoTeHUManbHO CNacaloLLmX XU3Hb
MeponpuaTuii. C y4eToM NnopaxeHus cpeaHeit 0605104Kn
CTEHKM a0pThbl NPEASIOXEH psif, GOMapPKEPOB, CBA3AHHbIX
C TpaBMom aHpotenus cocynos unm FMK (MMo3uH rnagkmx
MbILLLL), COCYANCTOrO UHTEPCTULMSA (KANBbMOHVH, MaTPUKC-
Hble MeTannonpoTenHadbl 8), 31acTUYecKoro namMuHuHa
(pacTBOpUMbIE pparMeHThbl 3/1aCTUHA) a0PTbl U NMPUSHAKK
BocnaneHus (TeHacumH-C) nnm Tpom0b0o3a, KOTopble B Ha-
CTOSsILLIEE BPEMS M3YHAOTCS, HO eLLe He BOLLIN B PeasibHYL0
KNMHMYeckyto npaktuky [88, 89]. NMono3peHne Ha PA BO3-
pacTaeT npu noBbileHHOM ypoBHe D-gumepa [90].

2.7.1. KnuHnuyeckoe obcnepgosaHme

0O6e dopmbl HacneacTBeHHbIX AIA MO KIMHUYECKUM
NPOSBIIEHNSAM MOTYT ObITb 6ECCUMNTOMHBIMU U/UIIN CUM-
NTOMHbIMW.

[o nosiBneHus katactTpoduyecknx Nnpu3HakoB paspbl-
Ba Al'A B 6051bLLUMHCTBE cBOEM 6eccnumMnToMHbl. Hanbonee
yacTto AlA BbISBNSETCH Cly4aliHO, NPW BU3yanusupylo-
LemM uccnenosaHun cepiua, BbIMOJHEHHOM MO0 ApYyrum
NpPUYNHAM.

CumntomaTuka AlA BHE OCTPbIX CUTYyaLMIA BO MHOIMX
cnyyasx obycnosfieHa ConyTCTBYOLLEN NaToNorven:

® CTEHO30M U/UNu HepoCcTaTo4HOCTbIO AoK;

® cepaeyHOM HeJoCTaTOYHOCTbIO;

® KOPOHAPHOW NaTONOrnen.

PaclwmnpeHne konbLa aopTbl NPy €e aHEBPU3ME UK
aHHYNO3KTa3un GubposHoro konbua AoK 7 moxeT npu-
BOOMUTb K BTOPUYHOM HegocTaTo4HOCTU AoK, aunartaumm n
rmnepTpodun.

XpunoTta kak cneacTBve COABeHVs NeBOro BO3Bpar-
HOrO NN NapuHreanbHOro Hepea npegnonaraet dop-
MUPOBaHME aHeBpPU3Mbl Oyrn aopTbl. Peako umetroTtcs
NPU3HAKN COABNEHNS BEPXHEN MOJION BEHbI UM TPAXeW.
KnunHuka auctanbHo aMb0mMn BCTpeYaeTcs KpaiiHe pef-
Ko. [MaLmeHTbl HepeaKo XanylTcs Ha XpoHUYeckylo 605b
B rpyav BCNeACTBME NMOCTOSHHOMO AaBNEHUS Ha OpraHbl
rpyaHoin knetkn. 5ok MoxeT ObiTb OCTPOWN 1 CTaTb NpU-
3HaKoM HaaBuratowerocs PA.

Y naumeHToB 6€3 PA npy OCMOTpE HET HUKaKUX Xa-
PaKkTepPHbIX MPU3HAKOB, 3a WUCKJIOYEHNEM HaNn4us aua-
CTOJINYECKOrO LWymMa npu GopMrUpoBaHnUM aopTasibHOM
HefocTato4HOCTU. TeM He MeHee npu GU3MKaSIbHOM
obcnepoBaHn HEOOXOAVMMO CPaBHMBATL apTepuanbHOe
haBneHne Ha 06enx BEPXHNUX KOHEYHOCTSX U cneayeT uc-
KaTb NATONMOrM4yeckme nynbcauunm.

7 Mop, aHHYN0-a0pTaNbHOM 3KTasnel MOHNMAIOT PaCLUMPEHNE BOCXOAALLEN aopThl U pubpo3HOro konbua AoK. B otanume ot aop-
TanbHOW HEJOCTATOYHOCTN PEBMATUYECKOrO reHesa, HefocTaToyHoCTb AoK Npu JaHHOM COCTOSIHMM He CBA3aHa C aHaTOMUYECKUMU
M3MEHEHNAMN CTBOPOK knanaHa. B Hopme nnoTHOe apo4HOe KOJbLLO XECTKO yaepxXmBaeT pasmep n popmy KA Ha NpoTsaxeHun Bce-
ro cepaeydHoro umkna. Nporpeccupyiouwiee pacwmpeHne KA npmBogmT K TOMY, 4TO HECPOPMUPOBAHHOE apOYHOE KOJbLIO yTpaymBaeT
DYHKUMIO «@HaTOMNYECKOro Kito4a». Bcneactame aToro KOMmMcCypbl (KOMUCCYpPabHble CTEPXHN) PacxoaaTcs, 3aMblkatenibHas QyHk-
LUMsi CTBOPOK HapylwaeTcs. Hanbonee yactas npuumnHa — HHCT (CM m np.).
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2.7.1.1. Cneundumyeckaa knuHmyeckaa m peHo-
TUNMYeCcKasa xapakTepucTuka CMHAPOMHbIX APTA

3anono3putb AIA nNo3BonsaoT cneunduyeckmne de-
HOTUNKMYeckne ocobeHHocTn nauneHTa. Mpu cAPTA knu-
HUYECKYID KapTUHY AOMOJIHSAIOT MPU3HAKM CUCTEMHOrO
BOBJle4eHNs coeanHnTenbHom TkaHn (CBCT) — KOCTHbIE,
KOXHble, MbIlLEYHble, CyCTaBHble, CepAeYHO-COoCyau-
CTble, rnasHble, BPOHXONEeroyHble 1 BucLepanbHblie. K
3Ha4YMMbIM NpudHakam CBCT, no3Bonswowmm 3anono-
3puTb Hanmume cAPIA, cnegyeT OTHOCWUTb MPU3HaKK
HapyweHus (aHomanun paseutusa) CT, OoTpaxeHHble B
COrNacoOBaHHbIX PEKOMEHAAUMNAX MO OMArHOCTUKE CUH-
nopoma MapdaHa — NeHTckux kputepusax 2010 roga [32]
(Tabn. 5).

Tabnvua 5
Mpu3Hakn cMCTEeMHOro BoBsie4eHUs
coeaUuHUTE IbHOW TKaHu npu cuHgpome MapdaHa

[MpU3HaKN CUCTEMHOro BOBJIEYEHUS
COeANHUTENbHON TKaHU

MpusHak 3anacTbst 1 601bLWOro nasbla
Mpu3Hak 3anacTbs nav 60MblWOro nanbua *

BopoHKOO6pasHas wamM acMMMeTpuyHas
AedopMaums rpyaHoin KneTku

KuneBuaHas aedopmaums rpyaHon KNeTku
BanbrycHas negopmaums ctonsbl
[Mnockocronue

CroHTaHHbIV MHEBMOTOPAKC

OypanbHas 3KTasus

MpoTpy3us TazobenpeHHOro cycrasa

OTHOLLIEHNE BEPXHEro CerMeHTa Tena
K HMXHeMy cermeHTy <0,85 1 pasmax 1
pyk/pocT >1,05 6e3 BbipaX€HHOro CKoanosa

Ckonno3s nnun kndos 1
Hepopa3zrmnbaHue nokrs

JlvueBble NpusHakn (oT Tpex U3 nNaTn)
(aonuxouedanns, sHOMPTaNbM, CKOLIEHHbIE 1
BHUW3 rfasHble Wenu, rmnonaasmns CKynoBbIx

KOCTEWN, peTporHaTtums)

Mwnonus 1
CTpun Ha Koxe 1
[Mponanc MUTpanbHOro KnanaHa 1

* anI Hain4ymm T0JIbKO 0AHOro N3 AByx CMMNTOMOB Ha4unC-
ngaeTcsa nuwb oauH 6an.

Bannebl

w

NININIFIN|IN| ~ [~

OueHka CBCT cTpoutcsa Ha noacyete cyMmbl 6as-
JI0B BbISIBIEHHbIX MNPU3HAKOB. MeToamka OueHKU mpu-
3HakoB CBCT npoBoguTcs No cTaHAapTHOMY NPOTOKONY
(npunoxeHune A). bannbHasa oueHka CBCT ¢ OCHOBHbI-
MU KJIMHWKO-AHAMHECTUYECKUMWN W/WUAN  MOJNEKYNSP-
HO-TEHEeTMYECKMMN NCCNedO0BaHNAMN NEXUT B OCHOBE
nunarHoctukm cAPIA npu CM. OuarHo3 CM ycTtaHaBnu-
BaeTCA Ha OCHoBaHuM [eHTckmx kputepues 2010 roaa
(Tabn. 6).

[Mpn HepoCTaTOYHOW ANArHOCTUYECKOW BbIPaXEHHO-
CTM ykadaHHbIx npusHakoB CBCT ona anarHocTtukn CM
VX MPUCYTCTBUE MOXET CBMUOETENbCTBOBATb O HaNN4mn
«QOverlap»-cuHgpomMoB (peHoTunoB) unu «Marfan-like»-
cocTosHUIM (MapdaHonaHas BHELWHOCTb, MapdaHono-
DoO6HbIN, HeanddepeHumpoBaHHbIi peHoTunbl 1 MASS-
deHoTun), a Takke Apyrux MoHoreHHoblx HHCT (14C, 94C
1 np.). Mpu ykasaHHbIX COCTOSIHUSX TPEBYETCS TakKe Npu-
LLeNIbHbIM CKPUHUHE Ha NpeaMeT Hannyus ACA n npoeege-
Hne guddepeHumanbHom gnarHoctmkm cAPIA n HCAPTA.
Hanbonee 3HauyMmMmble cepAeYHO-COCYANCTBIE U KITMHUYE-
ckue nposiefieHns (aHoMmanumn passutus/npuaHakn CBCT)
OCHOBHbIX BapMaHTOB HAC/IEACTBEHHbIX aopTonaTui
npeacTaBneHbl B pasnene 2.8.

Tabnvuya 6
Kputepuu puardHoctukm cuigpoma Mapdana
(Ghent, 2010)

OTCyTCTBME CEMENHOMO aHaMHe3a
cuHapoma MapdaHa

PacwupeHne aopTbl (Z=2) 1 NOABLIBUX XPYyCTanunka

PacwupeHune aopTbl (Z=2) 1 NnoaTBEPXAEHHAS MyTauns
FBN1

Pacwuperune aoptbl (Z=2) n CBCT (=7 6annos)

MoABbIBUX XpyCTannKa 1 NOATBEPXAEHHaA MyTaums
FBN1 c yBennyeHnem pasMepa aopTbl

[MONOXNTENbHbIA CEMENHbLIN aHaMHe3
cuHapoma MapdaHa

MoABbIBMX XpyCTanuKa W Hanmyme CeMernHOro aHamHesa
cuHapoma MapdaHa

CBCT (=7 6annoB) n Hann4yne CeEMenHOro aHaMHesa
cuHapoma MapdaHa

PacwupeHune aopTbl (Z=2 npwn Bo3pacTe cTapLie
20 net, Z=3 npu Bo3pacte mnaawe 20 neT) u Hanuuune
CeMenHOoro aHamHesa cuHapoma Mapdana

lMpumeyaHne: AnarHo3 cuHgpom MapdaHa BbiCTaBisaeTcs B
1 13 7 cnyyaes, NnpeacTaBeHHbIX B Tabnunue.

Mpyn gnarHOCTUKE 3KTOMUU XpyCcTanmka BHE 3aBUCUMOCTU
OT CMCTEMHOW BOBJIEYEHHOCTU coeanHuTensHol TkaHm (CBCT)
1 MmyTaumm FBN1, He acCOLMNPOBAHHON C pacluMpeHneEM KOPHS
aopTbl, AN HegoKa3aHHOM MmyTaunn FBN1 BbICTaBASETCA CUH-
LPOM 3KTOMUKN XpyCTanumka.

Mpuv anarHocTuKe paclumpeHns KopHs aopTbl (Z<2) n CBCT
(>5 n ¢ 0OAHMM KOCTHbLIM NMpPU3HaKoM) 6e3 aKTONUN XpycTanuka
BbicTaBnsetcs MASS-deHoTun.

lMpwn gnarHocTuke nponanca MUTPanbHOroO KianaHa u pac-
LIMpPEHMS KOPHSA aopThl (Z<2) n CBCT (<5) 6e3 akTonun xpycra-
JKa BbICTaBNSETCSA CUHAPOM Nposianca MUTPasbHOro KnanaHa.

O603Ha4yeHus: Z — KpuTepuii paclumpenns aoptbl; CBCT -
CUCTEMHOE BOBJIEYEHME COEAVNHUTENBHOM TKAHW.

B uenom cunapomHbie APIA xapakTtepHsbl ans CM, J14C,
cuHapoma apTepuanbHon ussunuctoctn (CAU), peuec-
cuBHoOM dopMbl gepmatonunada Anmbepa (cutis laxa) | Tuna n
SMADS-accoummpoBaHHoro AOC (cm. pasgen 2.3).

2.7.1.2. Cneuudumnyeckas KJINHUKO-UHCTPYMEH-
TanbHafA XapakKTepucTuka HeCUHAPOMHbIX (cemen-
Hbix) APTA

KnunHunyeckasa gnarHocTtuka B otanyme ot cAPIA nme-
eT 6onee orpaHnyeHHble BO3MOXHOCTU. CemeliHble APTA
He umetoT npusHakoB CBCT, xapakTepHblx ons CAPIA.
Habniopaetcs 6onblias KIMHUYeCKas BapuabenbHOCTb
B npenenax kak OAHOWM CEMbW, HECYWENn WAEHTUYHYIO
reHHYI0 MyTaLMio, Tak U B C/lyHasix HEMOJIHOM NEHEeTPaHT-
HOCTU («MPONYyLLEHHOE NoKoneHue»). CneayeT BbIIBNATb
cneayowme cneuymduryeckme npossneHns HCAPIA:

1. AHeBpU3MbI C BOBJIEYEHUEM APYIrUX apTEpPUni.
AHeBpU3Mbl BPIOLLIHOM aopThl BCTpeyatTes ~ B 12 %, ro-
NIOBHOro mo3ra — ~ B 9-14 % n nepmndepnyecknx aptepuin
(NoAB3A0LUHbBIX UM NOAKONEHHbIX) — ~ B 5 % cnyyaes [61].

2. OTKpbITbIV apTepuanbHbIvi NPOTOK. Kak npasu-
1o, cBa3aH ¢ mytaumsamm B reHax MYH11, ACTA2 [40].

3. AiByCcTBOpYaTbIi aOpTaNbHbIN KianaH. CoobLa-
€TCS 0 BHYTPUCEMENHbIX B3anmMmoceassax JAK ¢ APTA [91].

4. CeTtyaToe nuBepo. Habnwogaetcs y HEKOTOPbIX, HO
He y Bcex imy, ¢ ACTA2-myTtauuamn. B cembsix ¢ HCAPTA
¢ nokadaHHon ACTA2-myTaumen Hannyme CTOMKOro CeT-
4yaToro NMMBELO MOXET ObITb MCMONb30BAHO B Ka4yecTBe
NMPOrHOCTUYECKOr0 KJIMHMYECKOrO Mapkepa MMetoLLelics
MyTauuu y 4YNeHoB cembi [85].

5. ®dnokkynbl pagyXku. nasHas naTonorus, CBsS3b
KOTOpOM ¢ HCAPIA yka3blBaeT Ha BEPOATHOCTb Hannyus
ACTA2-myTaumi.

6. PaHHee Hayano OKKJIIO3UBHbIX COCYAUCTbIX 3a-
6oneBaHmii. ACTA2-MyTauun MOryT Bbi3BaTb paHHee
Hayano ob6ANTEPUPYIOLLLErO SHAApPTEPUUTA, B TOM 4YMCie
MBC n nHCynbTa, a Takke «MOSIMOSi»-CBSI3aHHbIX Liepe-
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©6poBackynsipHbIx 3ab6osieBaHUi C ABYCTOPOHHEWN OKKJIO-
31eii BHYTPEHHeN COHHOM apTepum (cMm. rnasy 2.8) [40].

2.7.1.3. OcTpble CUHAPOMbI TPYAHOW aopThl
(ocTpbIVi aopTanbHbIA CUHAPOM)

OcTpble aopTanbHblie cuHapombl (OAC) onpenensioT-
C$§l KaK BHE3aMHO BO3HUKLLNE CUTYALMKN C MOXOXMUMU K-
HNYECKMMU XapakTepUCTUKaMN Npu MOPaXeHUn aopThl.
CylwiecTByeT 0o0WMIA NyTb OS5 PA3/INYHbBIX MPOSIBIEHUIA
OAC, npuBOAALLMI K PA3PYLUEHUNIO UHTUMbI 1 MEAMUN.

MosiBnenne cumntomaTnkn OAC 06ycnoBneHo pasBu-
TUEeM COCYAMUCTbIX KaTacTpod: OCTPOro PaccsioeHnst aop-
Tbl (PA), pa3pbiBa aHeBPU3MbI (20PTbI), NHTPAMYPaIbLHOM
rematombl (MIMI), neHeTpupyloLen aopTanbHOM $3Bbl
(MA4) n, kak BapuaHT, «OTrpaHMYeHHOr0» pa3pbiBa aHEeB-
PU3Mbl 20PThI.

2.7.1.3.1. KnuHunyeckme nposiBIeHUs OCTPOro
paccnoeHus aopThbl

B 60NblUMHCTBE Clly4aeB WHULMUPYIOWMM COCTOSI-
Hnem PA gBnfeTcs paspbiB MHTWMbI, BCNEOCTBME Hero
KPOBb MOMazaeT B MJOCKOCTb PACCIOEHNS — B CPELHIO
060n104Ky aopThl. JNCCEKLIMOHHbIV KaHan MOXeT pacrpo-
CTPaHATbLCS MPOKCUMATbHO NAN ANCTaNbHO, MOTEHLMANb-
HO MpPVBOAA K TaMnoHaze cepaua (BcreancTsve reMmorne-
pvkapaa), aopTasibHOM peryprurauum, paspbiBy aopTbl
(B cnyyae paspyLleHnst aaBeHTULMN) UK yrpoxaTb 6OKO-
BbIM BETBSIM a0pThl [92, 93, 94].

B otnnyve ot xpoHuyeckux ¢dopm AlA, KOoTOpble B
KNnacCcuyecKnx cryyasix nporpeccupyoT MeasneHHo 1 ya-
CTO acMMnToMaTuyHbl, PA 06bIYHO MMeeT BHe3arnHoe Ha-
Yyaso, COMPOBOXAAETCH OCTPbIM OGONEBbIM CUHAPOMOM
MU NpWY OTCYTCTBUM JNIEYEHUSI MOXET ObICTPO MPUBECTU K
cMepTu.

Haunbonee yacTto npu octpom PA BcTpeyatloTcs cneny-
loLe KapananbHble OCOXHEHNUS: aopTanbHasg HeagocTa-
TOYHOCTb, TaMNoHaAa cepaua u, kak cneacTene, cepaey-
Hasi He4OCTATOYHOCTb 1 KAPANOTEHHbIN LLIOK.

MaumeHTbl TaKkke MOryT MMETb KIIMHUYECKNe npuaHa-
KU1, CBSI3aHHbIE C HapyLleHneM nepdy3vm mMosra, KoHeY-
HOCTEWN UM BHYTPEHHUX OPraHoB, KOTOPbIE MOryT AOMU-
HUPOBATb HAaA, NEPBUYHBIM OONEBLIM CUHAPOMOM.

Mpunexalime CTPYKTYPbl 1 OpraHbl MOTyT ULWLEMU3NPO-
BaTbCS BCNEACTBME CLABMIEHMS BETBEN a0PThbl UAN MOTyT
noABepraTbCa MexaHM4eckom komnpeccun ns-3a PA nnn
a0pTasIbHOro KPOBOTEYEHUS, HTO U MPUBOAUT K Kapanasb-
HbIM, HEBPOOrMYECKNM, NIEFOYHbIM, BUCLLEPAJIbHLIM U Ne-
pudepnyeckm apTepuranbHbIM OCIOXKHEHUAM (Tabn. 7).

Mwemuns opraHoB-MuLLEHEN MOXET ObITb CNeACTBUEM
BOBJIEYEHUWS YCTbS KPYMHOM apTepumr B NPOLECC paccro-
eHusi. HapylieHve nepdy3nmn MoxXeT ObITb NPEPLIBUCTLIM,
€CNN NPUYNHON aBNseTcs nponabupoBaHne OTCI0EHHO-
ro NIOCKyTa aopTbl, WA MOCTOAHHBIM B CJy4asix OKKJIO-
31N KPOBOCHAOGXAIOLLMX OpraHbl COCYA0B PACLUMPEHHBIM
JIOXKHbIM NMPOCBETOM.

JleTanbHOCTbL Yy NnaumeHToB ¢ ocTpbiMm PA Tuna A B ABa
pasa npeBbIlaeT TakoBylO y Al ¢ ocTtpbim PA Tuna B
(25 1 12 % cooTBeTCTBEHHO) [95].

Bonb B rpyau. Hanbonee pacnpocTpaHeHHbIli CUM-
nToMm PA — xapakTepHblii 6oneBoin cuHapom. Hambonee
TUNWYHOWN SBNSIETCA PEe3KO HavaBLIAsCs CubHasi 00Jb
B rpyam u/wunn B cnvHe. bonb MoXeT ObiTb OCTPOW, pas-
pbiBaOLLEN, MOXOXEN Ha yaap HOXOM U, Kak NpaBuso, oT-
Nn4aeTcs OT APYyrux NpuyYnH 6011 B rpyau; Pes3kocTb ee
Havana siensietTcsa Hambornee crneumdpuyeckor xapakTepm-
cTukon (tabn. 8) [92, 94]. Hanbonee yacToi nokannaaum-
el 6onu aBnsaeTcsa rpyanHas knetka — 80 % (valle accoum-
npyetcs ¢ PA Tuna A), B To BpeMs kak 60J1b B CMHE UK B
XMBOTe (Yawe accoummpyetcs ¢ PA Tuna B) BcTpevaeTtcs
B 40 n 25 % cny4aeB COOTBETCTBEHHO [8, 96]. KnuHunye-
CcKMe nposBneHus Asyx Tvnos PA yacTto mMoryT nepece-
KaTbCH. BOb MOXET MUrPMPOBaTb U3 TOYKN BO3HUKHO-
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BEHMS B Apyrve obnacTtu, cneays 3a pacnpoCTpaHeHEM
30Hbl PaCcCNoeHus No xoay aopThl. Mo AaHHBIM peecTpa
IRAD, murpupytowtas 6onb Habnoaanack B <15 % cnyya-
eB npu octpoM PA Tuna A v npnénuantensHo B 20 % — npu
octpom PA tuna B [8, 15].

Tabnuua 7
OCHOBHbI€ KJIMHU4YEeCKMe NPOSBIIEHUS U OCJIOXKHEHUS
Yy NaLMEeHTOB C OCTPbIM PacC/IOeHUEM aopThl

KnnHnyeckne nposiBneHuns Tvn A Tvn B
Bonb B rpyau 80 % 70 %
bonb B cnuHe 40 % 70 %
Pe3skoe Hayano 6onu 85 % 85 %
Murpaums 6o1um <15 % 20 %
AopTanbHas HeAOoCTaTOYHOCTb 40-75 % HIM
TamnoHaga cepaua <20 % HI
e 10-15% | 10 %
CepaeyHasi He4OCTaTOYHOCTb <10 % <5 %
MnespanbHbIA BbINOT 15 % 20 %
O6Mopok 15 % <5 %
e oo | <10% | <s%
[MoBpexaeHne CMMHHOIro Mo3ra <1 % HC
Me3eHTepuanbHasa nweMms <5 % HC
R Ay <20% | 10%
NwemMmns HUXHUX KOHEYHOCTEN <10 % <10 %

lNpumeyvaHne: HC — He coobuiaeTcs (HeT aaHHbIx), HIM — He
npumeHsietcs. MNMpoLeHTbl OKPYIieHbl.

AopTanbHas HeJoCTaTOYHOCTb MOXET COMpPOBOXAaTb
40-75 % cnydaeB PA Tuna A [96]. Nocne ocTtporo PA Ts-
Xenas HegoctaTtodHocTb AoK siBnsieTcs BTopoii Hanbonee
pacrnpoCcTPaHEHHOW NPUYMHOM CMEPTU (B CBA3W C OCTPOM
CepAeyHON HeLOCTAaTOYHOCTbBIO M KapANOTrE€HHbLIM LLOKOM).

UWwemna v uHdapkt mmokappa. lpuyvHa — Ok-
K/03MS1 KOPOHAPHbIX apTepuin, NPUBOASALLAS K PA3BUTUIO
nHpapkTa mmokapaa y 10-15 % naumeHTtoB ¢ PA. ABnsa-
eTCs CNeACTBMEM PACLUMPEHUS NIOXHOro MPOCBETA aop-
Tbl C NOCNEAYIOLWMM COABEHNEM WU 32KPbITUEM YCTHEB
KOPOHApPHbLIX apTepuii nnn pacnpocTpaHeHuUs npoLecca
paccnoeHust Ha kopoHapHele aptepun [97]. B 25 % cny-
YaeB OTMeYaeTCs NOBbILLEHHbI YPOBEHb TPOMOHMHA (Mpn
PA Tuna A) [98], 4TO Hapsay C COMyTCTBYIOLMMWN U3ME-
HeHMSMU Ha anekTpokapamorpamme (OKI) — TpaHcmy-
panbHOM nwemMmnen nnn nogbemMom cermeHTa ST MoxeT
nocnocobCcTBOBaTb MOCTAHOBKE OLUIMOOYHOro AmuarHosa
OCTPOro KOPOHAPHOro CMHAPOMA.

XpoHuyeckas cepaeyHasi He[OCTaTO4YHOCTb. [10
naHHbIM peectpa IRAD, Habnopaetca B <10 % cnydaeB
PA [99, 100]. Y Takux nauneHToB Npn pa3BUTUM OCTPON
CepaeyHor HedoCTaTO4YHOCTM U KapAWUOreHHOro Lwoka
xapakTepHasi pe3kas cuibHas 00/b B rpyam BCTPeYaeTcs
pexe, 4TO MOXeT OTCPO4YMTb ANArHOCTUKY 1 neveHune PA.
M'MNoToHWA 1 WOk GbicTpee pa3BMBaloTCa Ha GOHE paHee
CyLLLeCTBOBABLUEN ANCHYHKLNM NIEBOrO Xenyao4ka.

MneBpanbHble BbINOTbl. HebGonblune nneBpasnbHble
BbINMOTbI MOryT obHapyxuBaTbcs y 15-20 % nauueHToB
c PA, npn aTOM nMeeTCcs NOYTM paBHOE pacnpeneneHve
Mexnay natrepHamu TMnoB A n B 1 cumtaeTcs, 4To OHU
ABNSIOTCHA NPEVMYLLECTBEHHO CeACTBMEM BOCMHANUTE b-
Horo npouecca [99, 100]. O6LWnpHbIE KPOBOTEYEHMUS U3
aopTbl B CPeaoCTEHMEe WM MAEBPasibHYIO MONOCTb perun-
CTPUPYIOTCS PEOKo B CUTy TOrO, YTO 3TW NALUMEHTHI, Kak
npasuo, He OXNBAKOT 00 NPUOLITUS B GONBHULLY.

TamnoHaga cepgua Habnogaetcs y 20 % naumeHToB
c ocTpbiM PA Trna A. 3To OCNOXHEHME acCOLMNPOBAHO C
yaBoeHueM netanbHocTu [100].



MEAULUHCKUA BECTHUK CEBEPHOTO KABKA3A

201:OpToneAMs 1 TPABMATOAOIMSA

MEDICAL NEWS OF NORTH CAUCASUS

JleroyHble ocnoXxHeHus. BcTtpeuyaloTca peoko u
BKJIIOHAIOT B cebsi coaBneHne nerovyHomr aptepum u pop-
MUPOBaHNE a0PTOMYSIbMOHANLHOIO CBULLA, YTO MPUBOOUT
K OAbILLUKE NN OOHOCTOPOHHEMY OTEKY NEerkmx, Kak Bapu-
aHT, OCTPOMY NPOPLIBY KPOBU U3 a0pPThl B IErKOE C Mac-
CVIBHbIM KPOBOXapKaHbEM.

OOMOpOK. 7BNAETCSH BaXHbIM HayasibHbIM CUMMTO-
MOoM PA, BO3HMKaOWMM NpuMepHo y 15 % naumeHToB
c PAtuna Any 5 % - tuna B. CumnTOoM yka3sbiBaeT Ha
MOBBILLEHHbI PUCK BHYTPUOONBHUYHON CMEPTHOCTU, MO-
TOMY 4aCTO CBSiI3aH C TaKMMW OMNACHbIMU OJ1 XN3HU OC-
JIOKHEeHUAMMN, Kak TamnoHaga cepua wuin paccsioeHve
BEeTBEW Ayru aopTbl. CnepoBatensHO, Npy Nog03PEeHNN Ha
paccnoeHne aopThl A0IKEH MPOBOANTLCHA aKTUBHbIN U Lie-
JNleHanpaBneHHbIi MOVUCK AAHHOIO OCIOXHEHUS.

HeBponorunyeckasa cumntomaTuka. 4acto JOMUHN-
PYET B KIIMHNYECKOM KapTUHE, MackMpysi OCHOBHOE 3a00-
nesaHue. MpuBoaunT K LepebpanbHo Manbnepdy3uu, rm-
NOTOHWUW, AUCTaNbHON TPOMBOO3IMBONNN N COABNEHUIO
nepudepmyeckmx HepBoB. HYacToTa pas3BUTUS HEBPOJIO-
rmyeckon cumnrtomaTmku npm PA Haxogutca B ananas3o-
He 15-40 %, 1 B NOJSIOBMHE CJly4aeB HOCUT TPaH3UTOPHbIN
xapaktep. OcTpas napannerunsi, oOycnoBfeHHas ulle-
MWEN CNUHHOIMo MO3ra, BbI3BAHHOW OKKJIIO3MEN CMUHHO-
MO3roBbIX apTepuii, HabnNaaeTCss HEYacTo, MOXET ObITb
6e3601e3HEHHON 1 MPUBOANTL K OLLUMOOYHOM NOCTAaHOBKE
ovarHosa cuHgpoma Jlepuwa [101]. B Hanbonee akTy-
anbHoM oT4yeTe IRAD o PA Tvna A onucbiBaeTcs nopaxe-
HVE roJIOBHOro Mo3ra (koma u nHeynbT) B <10 % cnyyaes
1 MLLIEMMYECKOE noBpexaeHmne cnnHHoro mosra B 1,0 %
cnyyaes [100]. Nwemunyeckas Heliponatust BEPXHUX U
HUXKHUX KOHEYHOCTEN, Bbi3BaHHasA manbnepdyanen noa-
KOYMYHOM mnnu GeppeHHon obnactei, Habnopaetcs
npubnunantensHo B 10 % cnyyaeB. Oxpunioctb n3-3a
COaBJIEHNs NEBOr0 BO3BPATHONO rOPTAHHOrO HepBa Ha-
6niopaeTcs peako.

MeseHTepuanbHaa mwemusa. BosHukaeT vy <5 %
naumeHToB ¢ PA Tuna A [100]. KpaiiHe BaxxHO noaaepxm-
BaTb BbICOKYIO CTEMEHb HACTOPOXEHHOCTM B OTHOLLEHUN
Me3eHTepuanbHON 1weMnn y naumeHToB ¢ accoummpo-
BaHHOW O0JbIO B XMBOTE UM MOBbILLIEHHLIM YPOBHEM NaK-
TaTa. KnuHuyeckue nposiBneHusi 3abonesaHus ObiBaloT
KOBapHbIMU: 60NN B XMBOTE HaCTO HecneuduyHsbl, a oT-
cyTcTBMe 6oneBoro cnHapoma BcTpedaetca B 40 % cny-
Yyaes, 4TO NPMBOAMT K 3ano34asnon agnarHocTuke. Hannune
Me3eHTepuanbHON Manbnepdys3nmn CyLLeCTBEHHO BAUSEeT
Ha BeAeHne 1 ncxodpl naumeHToB ¢ PA tuna A (ypoBeHb
rocnnTanbHON NeTanbHOCTU MOYTM B TPWU pasa Bbille)
[100]. XKenypo4yHO-KuMLIEYHbIE KPOBOTEYEHMS BCEACTBME
MHpapkTa OpbKENKUM WM a0PTO-NULLEBOOHOIO CBULLA
KparHe peaku.

MoyeyHaqa HepoOCTATOYHOCTL. BCTpeyaeTcs B Aebio-
Te 3a6oneBaHns MO0 MaHMDECTMPYET BO BPEMS IEYEHNS
cyactoTtor 0o 20 % npu octpom PATna An <10 % — npu
PA tuna B [100]. Cnencteue noye4vHon runonepdysunu,
MHdapKTa MNoYkn (BTOPUYHOM NO OTHOLLEHMIO K BOBJieYe-
HUIO NOYEYHbIX apTEPUI) NAN ASIUTENbHON MMMNOTOHUN.

2.7.1.3.2. TMpoume nposiBNeHUs OCTPOro aop-
TanbHOro CMHApPOMa

MHTpamMmypanbHas rematoma — OOVH U3 BapuaHTOB
OAC (10-25 % oT Bcex crnyyaeB), Korga npoucxoguT
dopmMurpoBaHne remaTtoMbl B MEOUM A0PThl MPU OTCYT-
CTBUM NIOXHOrO MPOCBETAa M paspbliBa UHTUMbI (deHe-
cTpauuun). AnarHocTupyeTcss Ha OCHOBAHWUM HanINyus
YTOJILLLEHNSI CTEHKM @0PThl >5 MM OKpyrnowm popmbl Unv B
BUAE noaymMmecsua u npu oTCyTcTBUM KpOBOTOKA. Bosne-
YyeHne BOCXoasLen aopThl 1 ayru aopTsel (Npu PA Tvna A)
npoucxoant B 30 1 10 % cnyyaeB COOTBETCTBEHHO, HUC-
xoasuwen rpyaHon aoptel (npu PA Tuna B) — B 60-70 %
cnyyasx [102].

MeHeTpupyiowas aopTanbHas 93Ba onpenensieTcs kak
A3Ba aTepPOCKIEPOTUYECKON ONSALLKN aopThl, MPOHMKAK-
Las Yepes BHYTPEHHIO 371aCTUYECKYIO NIACTUHKY B Me-
ounio. Kak ocnoxHeHue npu HacneaCcTBEHHbIX aopTonaTu-
AIX HE BCTPEYaEeTCca B cuny ee GOpMUPOBAHNS B YCIIOBUSIX
BbIP2XEHHOI0 aTepOoCKepo3a rpyaHoN aopThl.

«OTrpaHMyeHHblli» PaspbiB aHEBPU3MbI a0PTbl [0J-
XeH OblTb 3aMof03pPeEH Yy BCEX MaLMEHTOB C OCTPO 60o-
Nblo, KOrga npu BU3yann3upyloLemM nuccnenoBaHum o6-
HapPYXMBaETCHA aHEBPM3MA a0PTbl C COXPAHHOW CTEHKOMN.
B aTux ycnoBusix peunavBupyioLLmin nnm cTorknin 6one-
BOI CUHAPOM, a Takxke MieBpasbHble BbIMNOT UM aCLMT,
0coBeHHO Mporpeccupyome, CBUAETENLCTBYIOT O Bbl-
COKOM puicke paspbiBa aopThl. dopmMumpoBaHne nepuea-
CKYNSPHON remaToMbl MaCKMPYeETCs nepuaopTaibHbIMU
CTPYKTYpamMu: MAeBpor, nepukapaoM 1 3abpioLUnNHHbIM
NMPOCTPAHCTBOM, @ TakXke OKPYXalLmMmMu opraHamu. Ta-
KM 006pa3oM, NauMeHTbl C OTrPaHUYeHHbIM Pa3pbIBOM
aopThbl reMOAHaMNYeCKM CTaOUIIbHBI.

KJTKOYEBDIE NMOJIOXKEHUSA

B YTOYHEHME U BbIIBNIEHE HACNEACTBEHHOIO bakTopa
npun AlA nexuT B OCHOBE CBOEBPEMEHHON AMArHOCTUKMN
1 JIe4eHns1 MauMeHTOB C BbICOKMM PUCKOM auccekuumm (I,
A). PekomeHoyeTCHd KIIMHMYECKOE WCCnefoBaHue pofa-
CTBEHHMKOB | cTeneHn poacTea nauneHTta ¢ APTA (geTen,
OpaTbeB N CECTep, POAUTENEN) C LIeNblo onpeneneHns ee
cemMeinHol ¢popmel (I, A). Habnogaetca 6onbluas KIaMHU-
yeckas BapuabenbHOCTb B Npeaenax Kkak ogHOM Cembu,
HECYLEeNn MOEHTUYHYIO TEHHYI0 MyTaLMio, Tak U B Crlyva-
SIX HErnoJIHOW MEHETPAHTHOCTU («NPONyLLEeHHOE MokKone-
HME»).

B CnepnyeT pasfnuyatb ABa NatTepHa KIWMHWUYECKOM
KapTUHbI: C UICXOOHO OCTPbIM PA (0e6i0ToM OCTPOoro aop-
TafbHOro CMHAPOMA, NePELLEALINM B XPOHMYECKYo dhasy
3a6o0neBaHns) U C BNepBble YCTAHOBIEHHbIM AMArHO30M
XPOHMYECKOI aHEBPU3MbI CO CTabUJIbHbIM TeYeHVeM 3a-
6oneBaHus.

B TyNnyHble KNnHUYeckme npuaHaku AIA nosBnaoTcs
TONbKO MPW Pa3BUTUM COCYAUCTbIX (AOpTasibHbIX) KaTa-
CTPO®d — paccnoeHnm nnn paspbiBe aopTbl. BHe ykasdaH-
HbIX NpOsiBNeHnn cumnTomaTuka AlFA HecneumduryHa.

Hanbonee pacnpocTtpaHeHHbIM CUMMATOMOM OCTPOro
PA gaBnsieTcs xapakTepHblii 6oneBoii cuHapoMm. Cneayet
Y4MTbIBaTb BO3MOXHOE Pa3BUTUE KIIMHUMYECKUX MPU3Ha-
KOB, CBSI3@HHbIX C HapylleHneMm nepdy3mm Mo3ra, Ko-
HEYHOCTEN UM BHYTPEHHUX OPraHoB (HEBPOOIrNYECKUX,
JIEroYHbIX, BUCLEPasbHbIX U Nepudeprnyecknx aptTepu-
asibHbIX OCJIOXHEHMI), NpeobnagatoLLmx HaZ NEPBUYHBIM
60/1eBbIM CUHOPOMOM, B CBA3M C 4eM A0 30 % naumeHToB
C paccfioeHneM aopThbl MOCTYNaloT MO MacKOW ApYyroro
OuMarHosa.

® Hanbonee yacTble kapamnasbHble ocnoxHeHus OAC
BKJItOHAIOT ocTpoe PA, OCNnoXHEHHOe aopTasibHON Hepo-
CTaTO4HOCTbLIO, TaMMNoHa[on cepaua U, Kak cneacrsue,
OCTPOI CepAEYHON HEQOCTATOYHOCTLIO U KapANOreHHbIM
LWOKOM — Haubonee pacrnpoCTPaHEHHbIMU MPUYMHAMMN
cMepTn y 60J1bHBIX C paccyioeHnemM aopThl. JJo 40 % naum-
E€HTOB, NepeHocaLmMx ocTpoe PA, ymMnpaloT HEMeASIEHHO.

® B nmnarHoctmke cAPIA cnefyeTt ncnonb3oBaTb MeX-
OYHApOOHbIE COrflaCoBaHHbIE KPUTEPUN AUNATHOCTUKMN
HHCT n onupatbcs Ha GEHOTUNMMUYECKNIA CUMITOMOKOM-
njekc naumeHTa.

® B nuarHoctuke HCAPIA cnenyeT 06s3aTenbHO Npo-
BOAUTb CKPUHWHI Ha Masiou3BECTHblE crneunduryeckme
NPOSsIBNIEHNS NPU OCMOTPE U MO pe3y/ibTatamM MHCTPYMEH-
TasbHbIX UCCNEAOBAHUINA.

2.7.2. Busyanusupyiowme metoabl uccrenoBaHus

AopTa SIBNSIETCS CJIOXHOW reoMeTPUYECKON CTPYKTY-
pow, B CBA3M C 4eM ee HopmMy 1 pa3mep cneayeT OLeHnBaTb
psoom namepeHuin. Cnegyet yunTblBaTb PSA OrPaHNYEHUN,
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nNpUCyLLMX BCEM MeTOAaM BU3yannaaumm, Tak Kak H1M OOuH
N3 HUX He UMeeT uaeanbHOro paspelleHust. MonyvyeHune
4eTKOro M306paxeHns CTEHKN aopTbl 3aBUCUT OT addek-
TMBHOIO MCMONb30BaHUSA MeToAa CUHXpPOHM3aunmn ¢ KT .

Mcnonb3yloT cneayowme MeToabl UCCnenoBaHNS:

1. PeHtreHorpaduvs rpyaHom KneTku.

2. Y3WN-ponnneporpadus (Heooporom 1 4OBOSIBHO UH-
dopmMaTuBHbLIN MeTon).

3. KT-aHrnorpadusa (MeTon MeHee NMHBA3UBEH, HO He
BCerga Tak e MHOopMaTmMBEH, Kak aHrmorpadus).

4. MPT-aHrnorpadpusa (He okaablBaeT Jly4eBOW Ha-
rpy3Kn, HO MOXET ObITb MeHee nHdopmaTueHa, yem KT-
aHrmorpadwus).

5. AHrnorpadus («30/10TON CTaHOAPT» AMArHOCTUKM).

2.7.2.1. PeHTreHorpacdus rpyaHOM KJIeTKU

PyTuHHasa peHTreHorpaduns opraHoB rpyaHoOn KNeTku
nurpaeTt BeCbMa OrpaHNYeHHYO posb B auarHocTtuke AlA,
naxe ecnu Bo3HukaeT OAC, 0coBEHHO eCnu OrpaHnyu-
BaTbCs TONbKO BOcxoasawen aopton [103]. Momo3perHne
BO3HMKAET B cjlydae OOHaApyXeHUs noayvepkHyTocTu 1
Oyrn MeonacTMHaNbHOrO KOHTypa cepaevyHon TeHU cre-
Ba, aHOMasnuu KOHTypa 1 pasamMepoB aopTbl. Hann4yme Hop-
MasibHOrO CUyaTa aoPThl HE ABNSIETCS AOCTATOYHbIM As
ncko4deHns ArA.

2.7.2.2. AHruorpadus rpyaHomn KneTku

AHrnorpadpus aBAgeTcs MHBA3WBHOW MNpPOLEaypOn,
TpebyioLelri NCNONb30BaHNSA KOHTPACTHbLIX MPenapaTtos.
MOXHO BM3yann3npoBaTb TOIbKO MPOCBET a0PThl, U, Cle-
[0BaTesNbHO, ANCKPETHbIE aHEBPU3Mbl a0PTbl MOTYT ObITh
nponyuieHbl. Metoa meHee oocTyneH, yem TTIAxoKI nnm
KT. Mo aTon npuynHe cpean MeToaoB ANarHOCTUKK nep-
BOW JINHUN HEMHBA3VBHbIE BU3YanM3npyoLLMe MeToabl B
3HAYUTENbHOW CTEMNeHn 3aMeHunn aopTtorpaduio Kak y
60nbHbIX ¢ Noago3peHnem Ha OAC, Tak 1 Npu BEPOSTHOM
b0 NoATBEPXKAEHHOM XPOHUMYeckom PA.

2.7.2.3. YnbTpa3BYyKOBbI€ UCCNEAO0BaHUS

OxoKI' mMeTon, AMarHOCTUKK SBASIETCS OOCTYMHbIM,
NPOCTbIM, AOCTATOYHO TOYHbIM 1 BOCMPON3BOAMMbIM UC-
cnefoBaHMEM A5 OLEHKM Pa3MepoB aopTbl Npu cobno-
neHun TpedoBaHuiA NpoTokona.

TTOx0KI — Hanbonee 4acTo NCMONb3YEMbIN B KITMHU-
4eCKOW NpakTuKe MeTo, AN1si U3MepeHns MPOKCUMasbHbIX
CEermMeHTOB aopThbl; AOCTATOYEH ANA ckpuHuHra AlrA, no-
cnenoBaTesibHbIX USMEPEHUIN MakCUMasbHbIX ANAMETPOB
KA v oueHkn aopTanbHOM HegocTaTo4yHocTn [104].

B cTtaHpapTHbIM NPOTOKOM OUEHKN PasMepOoB KOPHS
aopThl BXOAUT U3SMEPEHME €€ AMAaMETPOB HA YPOBHE:

1) ¢dunbposHoro konbua aopTanbHoOro knanaHa (PK
AoK);

2) cuHycoB BanbcanbBbl;

3) cuHOTYBYNsipHOro coeanHeHus/rpebus (CTr);

4) Ty6ynsipHOI YacTu (MPOKCMManbHOro OTAeNa) BOC-
XO4sLLEeN aoPThl.

MpumeHseTca napactepHanbHas NO3nUMa MO OJINH-
HOW ocwu (puc. 5, 6). JaHHaa npoekuns UMeeT NepBocTe-
NeHHoe 3HayeHue, MO3BOJIAS OOMOJSIHUTENLHO MONYyYUTh
N3006paxeHns Ayrn aopTbl U TPEX OCHOBHbLIX Cyrnpaaop-
TaJ/ibHbIX COCYA0B C nNepemMeHHbIMU OJINHaMn BOCXO,EI,FILLI,GI?]
M HACXOOSLLEN aopPThl.

Ona namepeHus gnameTpa KOpHS aopTbl PEKOMEH-
[yeTcs MCrnosib30BaHME noaxoda «OT nepegHero kpas
00 nepepHero kpasi» (leading edge-to-leading edge) 8
(puc. 5A). Nameperne amnametpa OK AoK nposoautcs
BCErga no MeToauke «OT BHYTPEHHEero kpas — 40 BHYTPEH-
Hero kpag» (inner edge-to-inner edge) (puc. 5B6) Bo Bpems
CUCTONbI (MOSlyHaeTCs MakCUMasibHbI AnaMeTp BbIHOCS-
wero TpakTa JIX).

Puc. 5. TpaHcTopakanbHasa axokapanorpadus. Miameperne
KOPHS a0pThl MO ANIMHHOW OCU 13 JIEBOV NapacTepHasnbHON
nos3muunu; A — No MeToauke «0T NepeaHero kpas Ao nepefHero
kpasi»; b — No MeToauke «0T BHYTPEHHEero Kpasi 10 BHYTPEeH-
Hero kpasi» (A — ouameTp GUOBPO3HOro KOMbLLA a0PTaSIbHOIO
KnanaHa; B — opuameTp aopTbl HA YPOBHE CUHYCOB BanbcanbBbl;
C — opnameTp aopTbl HA YPOBHE CUHOTYOYNSIPHOrO COEAMHEHUS;
AAO — NpokcuManbHas 4acTb BOCXoasLwern aoptel; LA — nesoe
npencepave; LV — neBbili xenyanoyek; RV — npasblii Xenyao4vek)

Puc. 6. TTOx0OKI. NamepeHmne BocxoasiLLer aopTbl U3 napa-
CTEepHaNbHOro 40CTyna Nno AJMIHHOM 0Ccu. AAO — BOCXOASLLMIA
oTaen aopThl, LA — neBoe npencepane, LV — neBbin XXenynoyek,
RV — npaBbii xenypoyek

8 [laHHbIVi BAPMAHT N3MEPEHUI UCMONb3YETCH Y B3POC/IbIX MALMEHTOB B hpasy ANacTObl, B TO BPEMS Kak B NeAMaTpUHecKon npakTu-
Ke MpuHATa MeToamka N3MepeHns «0T BHYTPEHHErO Kpasa — [0 BHYTPeHHero kpas» (inner edge-to-inner edge) B a3y cnuctonbl.
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KopeHb aopTbl B HOPME MMEET MaKCMManbHbI AnaMeTp
Ha ypOBHe CMHYCOB BanbcanbBbl, HECKOJIbKO MEHbLLNI pas-
Mep — Ha ypoBHe CTI" 1 MUHUManbHBIN — Ha ypoBHe DK AoK.
HecooTBeTcTBME pacnpeneneHns pasmepoB A0MKHO ObiTb
OTPaxeHO B 3akioyeHnn. Npu BoigBneHnn pacumpeHms KA
[OMKeH ObITb 3aPUKCMPOBAH MaKCUMabHbIN pasmep.

B kayecTtBe nokasatenen, xapakTepusylowwmx guma-
MeTp aopTbl, NCMONB3YIOTCS:

® (DakTU4eCcKknin N OOMXKHbIM anameTp aopThl (DPOA 1
AOA) (Mm).

® OTHOLIEeHNEe PaKTUYECKOro AnamMeTpa aopThl K Mo-
LAY NOBEPXHOCTM Tena (cM/m>2).

® Z-KpUTEPUIN — BENMNYMHA, YKa3blBaOLLAs, Ha CKOJIbKO
CTaHOAPTHbIX OTKIIOHEeHNI dakTU4eCcKuii AuameTp OLEeHN-
BAeMOro OTAeNla aopTbl OTIMYAETCS OT OOJIKHOro, pac-
CYMTAHHOrO MO COOTBETCTBYIOLLEMY QNITOPUTMY.

MeToabl pacueTa A0MKHOro AuameTpa aopTbl. [1pea-
ckadaHue HopManbHOro pasmepa — OJA onsi KOHKPETHOro
nauMeHTa CTPOUTCS Ha CTaTUCTUHECKUX PErpecCUOHHbBIX
mopensax. Hepoctatkom atanoHHon mopenn M. J. Roman
(1989) aBnsieTcs pa3aeneHne naumeHToB BCEro Ha TpW rpyn-
nbl no BodpacTty (a0 20 net, 20-40 net v ctapiue 40 neT), 4T0
He JaeT BO3MOXHOCTM M’MOKO Y4YUTbIBaTb MMHUMAJSIbHbIE BO3-
pacTHble nameHenus [105]. MNpu HacneaCTBEHHbIX aopTOoNna-
TUSIX BEMYMHA €XErogHOro yBenuMyeHus anamerpa aopThbl
MMEeeT HauBaxHenlee TakTUYeCKoe 3HavyeHue, 1 NoaTomy
pacyeT oomkeH 6bITb NPOM3BEAEH MaKCMMaSIbHO TOYHO.

OnTumanbHbiM Anga pacyeta A ons B3pOCbIxX ABNSET-
cs ypaBHeHune no metony R. B. Devereux (2012) [48], koTO-
poe y4YnTbIBaeT MEPEMEHHbIE, BANSIOLLME HA pa3Mep aopThl
(Bospacr, MNMMT, non), 1 Nerko NPUMEHNMO Ha MPaKTUKE:

OOA (W) = 2,423+(Bo3pacT=0,009)+(MMTx0,461) —

(Mon [M =1, X =2]x0,267), SEE 0,261, (1)
roe u — oxmgaemoe cpegHee; MNMT — nnowanb nosepx-
HocTu Tena; 0,261 — SE — ctanpgapTHas owmnbka cpeaHe-
ro OJis JaHHOro ypaBHEHUS (MCNONb3yeTCs Npu pacyeTe
Z-KpUTEPUS (CM. HUXE)).

MNT gna B3pocabix B 4aHHOM dopmMysie paccynTbiBa-
etcs no metoay D. Du Bois u E. F. Du Bois (1916):

MAT (kr/m2) = 0,007 184xPocTt%725xBec?42%, (2)

JaHHaga dopmyna npeacrasfieHa B anroputMmax gma-
rHocTukn CM B leHtckmx kputepusax (2010), Eesponeii-
CKMX pekoMeHpauuax no 3abonesaHuio aopTbl (2014)
1 Ha calite PoHpa No ndyyeHuto cuHapoma MapdaHa
(www.marfan.org).

AnbTepHaTtnBou ong pacyeta A asndeTca reHaep-
crneundunyeckas MHOroMepHasa perpecCcMoHHas Moaeib
3TaNOHHbIX 3HAYEeHU AnameTpa aopThl L. Campens ¢ co-
aBT. (2014), ypaBHEHME KOTOPOW TakXe y4mnTbiBaeT Non,
Bo3pacT (oT 1 go 85 net), MMNT 1 MOXET LWNMPOKO Npume-
HATLCSA AN CKPUHUHIA aunaTtaumm rpygHoii aopTsl [106].

OTHOCUTENbHLIM NOKa3aTeNeM yBeNMYEHNS aamMeTpa
a0pPThbl CYNTAETCA:

® npeBbllleHNnEe GAKTUYECKOr0 AuameTpa  aopThbl
(POA) Hap AJOA npu cpaBHEHUN aBCONMIOTHBIX 3HAYEHWI;

® npesbilieHne oTHowweHna OOA k NMNT>2,1 cm/M? (y
nayneHToB ctapwie 15 ner);

® 3HayeHune Z-kputepus >+1,96 (x2), KOTOPOe ykasbiBaeT
Ha TO, YTO AMAMETP A0PThl 3HAYVMO OTKIIOHSETCA OT HOPMbI 2.

ONeKTPOHHbIN pecypc online-kanbkynatopa ans pac-
yeta O0A n Z-kputepus:

® no metoay R. Devereux ¢ coaBT., 2012:

https://www.marfan.org/dx/zscore#formtop

® no metony L. Campens ¢ coast., 2014:

http://www.parameterz.com/refs/campens-ajc-2014

Z-xkputepun B mogenu R. Devereux ¢ coasT. (2012)
paccuuTbiBaeTcs no dopmyne

=(POA - O0A)/SEE, (3)

roe SEE B ncnonb3yemon perpecCMoHHOn Moaenn paBHa
0,261.
Z-kputepuin, AOA B momenn L. Campens c coaBT.
(2014), paccuunTtbiBaeTcs No popmyne
= (Ig10 (®JA) - 1g10 (AOA))/SE, (4)
roe AOA v SEE 3aBucaT ot nona, sospacta v MMMT (Tabn. 8).

Tabnvuya 8
YpaBHeHns BepXHei rpaHuLbl HOPMasbHbIX
pasmepoB/AnameTpa n Z-KpuTepus NPOKCUMasnbHbIX
OTAENOB rPYAHOro oTAena aopThl C UCMOJIb30BaHUEM
2D-3xoKr-pasmepoB Ansi My>4UH U XXEHLLUH

Mon MpenenbHO Pacuet
AONYCTUMbIN pa3mep Z-KpuTepusi
KopeHb aopTtbl (MM)
107(1,108+ (l 10 (®OA)-
Myx- |+0,136xIg10 1,108+0,136xI1g10
umHbl | (Bo3pacT)+0,099x MMT+ (BO3 cT)+
+1,96%0,0381) +0 O99><I'II'IT))/O 0381
107 (1,100+ (IglO (GJAA) (1,100+
Xen- |+0,129x1g10 +0,1
WHbI | (Bo3pacT)+0,091 xMMNT+ (803p aCT)+
+1,96x0,0421) +0,091xr|r|T))/0,0421
Bocxopsawmi otaen aoptbl (MM)
107 (1,033+ (Ig10 ((DLlA) (1,033+
Myx- |+0,188xIg10 +0,188x1g10
4YuHbl | (Bo3pacTt)+0,070xMNT+ (Bo3paCT)+0 070x
+1,96x0,0431) x[MT))/0,0431
Ken- g_o/\(llog)la_%,s1677nxrllgr10 9%10 ((qugA) (1,001+
BO3pacT)+0, X +
LWMHBI (BoapaCT)+0 086 %
+1,96x0,0453) XNNT))/0,0453

lMpumedaHue: Bo3pacT — B rogax, MMT — nnowanb NOBEPXHO-
CTK Tena, paccuymntadHas no dopmyne D. Du Bois n E. F. Du Bois;
DA — dakTUyecknii AuaMeTp KOPHS aopThl Mo AaHHbIM Ix0oKT .

[MpenenbHO 4ONYCTUMbIM pasMep aopTbl OnpeaenseT-
cs npubasneHnem 1,96 ctaHaAPTHBLIX OTKIIOHEHWUI ypaB-
HeHnd perpeccuun. Ero npesbilleHne CBUOETENLCTBYET O
pacLmpeHn aopThl.

Z-KpUTEPUI MOKa3biBAET, HA CKOJIbKO CTaHOAPTHbIX
OTKJIOHEHUI DaKTUYECKMA OMaMeTp OLEHMBAEMOro OT-
aenaaoptbl (No gaHHbIM IxoKI™) oTAnyaeTcs OT OMKHOro
(paccumTaHHOro no popmyne).

Ana pacyeta OOA ncnonbdyetcs ¢dopmyna B IeBON
konoHke 6e3 1,96. Hanpumep, 107(1,108 + 0,136xIg10
(Bo3pacT)+0,099xMMT). aHHble NOoNy4YaloTCs B MM.

[Ana Bu3yannsauum BepxHen rpaHmLbl HOPMbl Aname-
Tpa KA MOXHO BOCMOJ/1Ib30BaTbCA HOMOIrpaMmMamu, npea-
CTaB/IEHHbIMM HA PUCYHKax 7, 8.
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Puc. 7. TToBEPXHOCTb, NPeACTaBNSOWAS ANaMeTP KOPHSA aopThl
Bbiwe 1,96 Z-kpuTepus Hag, AOIKHBIM ANaMeTPOM aopThl
B 3aBucumocTun ot MMNT v Bo3pacTa ansg MyxymH [48]

9 Ha npakTuke He Kaxa0e OTHOCUTENbHOE NPEBbILLIEHUE ByAeT CTaTUCTUHECKN 3HAYUMBIM, B CBA3M G HEM NPUMEHAETCS Z-KpUTEepuii —
4ncno, NoKasblBalLLee, HA CKOJIbKO CTaHAAPTHBIX OTKIIOHEHN haKTUYeCKnin anameTp oueHnsaemoro otaena aoptbl (DA No AaHHbIM
OxoKI') otnnyaetcs ot gomkHoro (AJA/oxunaaeMoro cpegHero paccimutaHHoro no dopmyne).
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Puc. 8. NoBepxHOCTb, NpeAcTaBnsaiowas aguameTp KOPHSA aopThbl
Bbllwe 1.96 Z-kpuTepus Hag, AOJKHBIM ANamMeTPOM aopThl
B 3aBuvcumMocTn oT MIMNT 1 Bo3pacTa Ans XeHLwwmH [48]

Homorpammbl af1st oLleHKM YPOBHE BEPXHUX MPenesioB
HOPMaJIbHbIX 3HAYEHUI ANaMETPOB a0PThl U Z-KPUTEPUU,
paccynTaHHble HA OCHOBAHWM IMHENHOr0 PErPeCCUOHHO-
ro aHanmaa L. Campens c coaBT. [106], npeacTaBneHbl Ha
pucyHke 9.

Mpn NONOXUTENbHBLIX 3HAYEHUSIX Z-KPUTEPUS MOXET
NPOM3BOAUTLCS OLEHKa CTeneHn gunatauum (HavanbHas,
cpenHsasa n Taxenas) npu Z-kputepun 1,97-3,0; 3,01-4,0
1 >4,0 COOTBETCTBEHHO.

YM3xoKI. OTHocuTenbHas 61M30CTb nuueBoda U
rpyoHOM aopThl MO3BONSET MOfyyaTb N300paxeHus C
BbICOKVIM pa3peLleHNEM C MOMOLLbI BbICOKOYACTOTHOM
ypecnuuweBoaHon  axokapauorpadum  (HM3IxoKr)
(puc. 10). MynbTunnaHapHas Bu3yanuM3auus ynydliaeT
OLLEHKY a0pTbl OT €€ KOPHA A0 H1ucxoaswero otaena [104].

Kenmunbr

BT'H CB (Mm)
BT'H CB (Mm)

Puc. 10. YN3xoKTI. amepeHne KOpHSA aopTbl NO AJIMHHOW OCK
B NONEPEYHOM paspese BOCXOAALEN N HACXOAALWEN a0PThl
C yKa3aHneM TO4YeK U3MEPEHMs auameTpa: CMHYCcoB Banbcanb-
Bbl, HAYaNa BOCXOAsLLEel aopThl, BOCXOASLLEN a0PThbl
Ha YPOBHE NPaBOW JIErO4YHOM apTepumn; AnameTpa KosbLa
aopTbl. AO — aopTa; LA — neBoe npeacepaue;

LV — neBbiin xenypoyek; rPA — npaBas neroyHas aptepus

N306paxeHns BOCXOASALEN aopTbl 4acTo

o 21 COAepXaT UCKaXEHNSs, 0OYCNIOBNEHHbIE peBep-
///:; Oepaumert oT 3aHel CTEHKN BOCXOASLLILEN aop-
35 13

Tbl N 3a4HEN CTEHKN NPaBOM BETBU JIEFOYHOMN
apTepun, N BbIMMAOAT Kak BHYTPUNPOCBETHbIE
rOPU30HTasIbHbIE NINHUW, OBWXYLLMECS napari-
NenbHO C peBepbepupylowMU CTPYKTYpamu,
4YTO MOXET ObITb YCTAHOBJIEHO NPV UCCNen0Ba-

15 T T
10 20 30 40 50

0
Bospacr (net)

BT'H BA (Mm)
BT'H BA (Mm)

15

HuKM B M-pexume [107].
Bcnencreme MHTEPNO3NLMU NPaBOro GPoH-
Xa N Tpaxeu KOPOTKUA CermMeHT AUCTanbHOro

o 3

ol %ié OTAena BOCXOASLIE aopThl, Kak pa3 nepep,
11

30

251 —07

OpaxunouedanbHblM CTBOJSIOM, OCTAE€TCHA HEBU-
OVMBIM («CRenoe naTHO»).

2.7.2.4. KomMmnbloTepHasa, MO3UTPOHHO-
9MMCCUOHHAST W MAarHUTHO-pe3OoHaHCHas
TomMorpadusa aopTbl

KomnbiotepHasa tomorpadpusa (KT) urpaet

10 1

0 22 30 4 50

0 20 3 4 0 e 7 ”
Bospacr (n1eT)

0
Bospacr (1et)

Puc. 9. Homorpammebl, oTo6paxatoLime BepxXHue rpaHuLbl

HopMmbl (BH) anameTpoB aopThbl HA yPOBHE CMHYCOB
Banbcanbebl (CB) 1 Bocxoaswero otgena aopthbl (BA)
B 3aBucumMocTu ot MNMMT, Bo3pacta 1 nona [106]

YM3xoKI aBnsieTcsa NoynHBa3nBHbLIM METOO0M U TPE-
OyeT cepaummn, CTPororo KoHTpons AZl, a Takxe 1Uckoye-
HWs 3a6oneBaHui NULLEBOAA.

Camble BaXHble M300paXeHUs BOCXOASALLEN aopThl,
KOPHS aopThbl M a0OPTaSbHOrO KnanaHa Mnosly4aloTcs npu
Bblcokol YM3xoKI™ no annHHom ocun (npm 120-150°) 1 ko-
poTkoli ocu (Ha 30-60°).
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LLEHTPasbHY POJSib B ANArHOCTUKE, cTpaTnudu-
Kaunm pucka n BegeHMM NauMEHTOB C Hacnea-
CTBEHHbLIMW 2a0PTONATUSIMU.

PekomeHayeTca onpenenaTb MakCuMalb-
HbI anameTp AlA nepneHauKynsipHO OCEBOM
JIMHUN cOocyda C MOMOLLbio TpexmepHoi (3D)
pekoHCcTPyKunn KT-nzobpaxerHnsa [108]. 3ToT noaxon xa-
pakTepudyeTcs 60siee TOYHbIMU M BOCMPOU3BOAUMbBIMUA
N3MEepeHnsIMM UCTUHHBIX Pa3MepPOB aopTbl, B CPaBHEHUN
C onpeneneHnemM AMaMeTpoB HA OCHOBAHUWN aKCUANbHbIX
Cpe30B, 0OCOBEHHO MPU HANNYMK U3BUTLIX UKW NEpPEKPY-
YeHHbIX COCY0B, KOrga 0Cb COCyAa 1 KpaHMOo-KayaanbHas
OCb NaumeHTa HenapannenbHbol [109].
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Mpn nopo3peHun Ha PA wmynbtucnmpaneHag KT
(MCKT) aBnsieTca npennoyTUTeNibHbIM NEPBUYHBIM METO-
noM Budyanusauuu [92].

Mpeumyutecteamm MCKT, kpome 6onee o6beMHOM
OLIEHKN Pa3MepOoB aopTbl U ee CTPYKTYPbI, ABASETCS CKO-
POCTb NPOBEAEHMS NPOLLEAYPbI, YTO KPAHE BaXHO B 9KC-
TPEHHbIX CUTyaLMSX.

OnarHocTuyeckas To4HocTb KT ana obHapyxeHus
PA nnun UMIT ¢ nopaxeHnem rpygHon aopTbl JOCTUraeT
100 % 4yyBCTBUTENBLHOCTM C 00LLEN cneundUYHOCTbIO B
98 % [110].

Mo3nTpoHHO-3aMuccnoHHaa Tomorpadpusa (MIAT)
MOXET ObITb MCNOJIb30BaHa A1 0OHAPYXEHNS BOCMNaNeHUs!
B MarnmctpasbHbIX COCyaax, T. €. B KQUeCTBe cypporarta ak-
TUMBHOCTM NOPaXeHUs U NPOrpeccupoBaHns 3aboneBaHns
TOJIbKO B Cryyasx anddepeHumansHom gnarHoctmkmn [111].

MarHuntHo-pe3oHaHcHasa Tomorpadpua (MPT) c go-
CTATO4YHOM CTENeHbl0 AOCTOBEPHOCTU MO3BONSIET BbISIB-
NSTb MakCManbHbIN guameTp aopTbl, GOPMY 1 CTEMEHb
paclumMpeHus aopThl, BOBMeYEHE BETBEN a0pThbl B aHEB-
pnamaTtmyeckoe pacwmpeHve uam PA, B3anMOOTHoLle-
HUS C OKPYXaKLWMMN CTPYKTYPaMU U HanMYne MHTpamy-
panbHoro Tpomba. Mpun nposegeHn MPT npuMeHsoTCA
HEVOHN3VPYIOLLME KOHTPACTbI, KOTOPbIE MOTYT ObITb UC-
NoJIb30BaHbl Yy MauUMEHTOB C annepruen Ha non. Meton
OT/INYHO MOAXOAMT O/ NOciefoBaTesbHbIX MCCNenoBa-
HUI Y MONOAbIX MALMEHTOB C YCTAHOBIEHHbIM AVMArHO30M
3aboneBaHns aopTbl, Tak Kak WCK/OYEHO BO3AENCTBUE

VIOHM3VPYIOLLErO N3NyYeHns. B aKCTPEHHbIX cnyyasx Me-
TOA, MasIoNPUMEHUM Mo NpUYnHe B0oNbLUIEN ANUTENBHOCTHU
npouenypbl B cpaBHeHnn ¢ MCKT.

TTOxoKI, KT n MPT poskHbl BbINOJIHATLCA C COOTBET-
CTBYIOLLMMMN YCIOBUSIMU U NMOCIe[0BaTENbHBIMU BbIBOAA-
MU. DTO 0COBEHHO BaXKHO, KOrga AuameTpbl 4OCTUraloT
NMOrpaHNYHbIX 3HAYEHUI NS NPUHATUS PELLEHNS O BMe-
LaTenbCTBe, a Takke AJ1s1 OLUEHKM CTENEeHU PacLUMpeHuns
npv HabnaeHNN.

AunameTp aopTbl No gaHHeiM MPT 1 KT-aHrnorpadun,
KaK npaBwio, 3aBblllieH OT 1 40 2 MM, B CPaBHEHUU C
OxoKIN gaHHbIMM 13-3a BKJIIOYEHUS CTEHKM aopThl Npu
M3MEPEHNN, a Takxke B CBA3M C TeM, 4TOo IxoKl-mnsme-
pPEeHVs NPOU3BOOATCA B KOHLIE AMACTONbI, B TO BpPeEMS
kak MPT-namepenus, KT-aHrnorpadpusa npencrasnsior
cpegHee 3HadveHuve. Buadyanusaums aopTbl C NOMOLLBIO
MPT-aHrnorpadpuuv npegnodtutensHee KT-aHrnorpadpun
13-32 OTCYTCTBUSI BO3OENCTBUS MOHM3UPYIOLLErO paau-
aUMOHHOro 06ny4YeHUs NALMEHTOB, KOTOPbIM, BEPOSITHO,
OyneT Noka3aHo YacToe AMHAMUNYECKOE BbIMNOJIHEHME N30-
OpaxxeHnin aopTbl HA MPOTKEHUN UX XUIHU.

2.7.2.5. CpaBHEeHUe OCHOBHbIX BU3yaJIM3nNPYIO-
LMX nccnenoBaHuin

0606L1eHHbIe pekoMeHdaLUMM Mo BU3yann3aumm aop-
Tbl U MPENMYLLLECTBA B BUAE pPUCKA — MOJb3bl OCHOBHbIX
MeTOO0B UCCNeA0BaHUI, MCNONb3YEMbIX OJ1 YCTaHOB/E-
HUS auarHo3a npu 3abosieBaHMsX aopThl, NPEeACTaBMEHbI
B Tabnnuax 9 n 10.

Tabauya 9
CpaBHeHue MeTOA0B BM3yanu3aummn aopTbl
MpenMyulecTBa/HEAOCTATKM TT2xoKl YM3xoKr KT MPT AopTorpagus
J1erkoctb Ucnosib30BaHus +++ ++ +++ ++ +
[varHocTnyeckas LEeHHOCTb + +++ +++ +++ ++
lMoBTOpHbIE NCCnenoBaHNSA ++ + ++(+)° +++ -
Bu3yanusaums CTeHKn aopTbl® + +++ +++ +++ -
JlyyeBas Harpyska 0 0 - 0 _
HedpoTokcnMyHOCTb 0 0 - == - - - -
I'Ipwme'-laHMe: «t» — NONIOXUTENbHAA CTOPOHA; «—» — OTpULUaTesIbHasaA CTOpPOHa. KonnyecTtBo 3HakoB oTpaxaeT oXxnagaemyto no-

TEHLUMANBHYIO LLEHHOCTb: @ — +++ TOJIbKO AJ11 KOHTPOJIS B OTAA/IEHHOM Nepuoae nocie CTEHTUPOBaHUS aoPTbl (M
MOHEHTbI), B MPOTUBHOM CJly4ae PEKOMEHOYETCS OrpaHuynTb NTYHEBYIO HArpy3Ky;
3aumm NPU NOAO3PEHNN Ha BOCcNanuTesibHoe 3aboieBaHe aopThbl.

eTannn4eckme Kom-

b — M3T MOXeT BbITb NCMONb30BaHA A1 BU3yau-

Tabnvuya 10
PekomeHpaumm no BU3yanuaawumm aopTbl

PekomeHzaunmu Knacc?|YposeHbP
PekoMeHAayeTCs BbINONHATL U3MEpPeHNe ANaMeTpPOB Ha OCHOBaHMM 3apaHee 3aZlaHHbIX aHaTOMUYEeCKMX I C
OpPUEHTUPOB NEPrNeHANKYISPHO NPOAOSLHON OCK
Mpy NOBTOPHbLIX BU3Yann3MpyOLWNX UCCNef0BAHNAX aopTbl B TEYEHWE OMpeaeseHHOro BpeMeHn Ans
OLIeHKM M3MEHEeHUW AMaMeTpa peKOMeHAYeTCs UCMOo/sb30BaTh METOA BU3yanv3auuu C CaMbiM HU3KUM I C
PUCKOM SITPOre€HHbIX OC/TOXHEHUI
Mpy NOBTOPHbLIX BU3YaaU3MPYHOLMX UCCNEeA0BAHUAX aopTbl B TEYEHWE ONnpeaeseHHOro BpeMeHn Ans I C
OLIEHKM M3MEHEHUW AnaMeTpa PeKOMEHAYETCS MCMOSIb30BaHWe OAMHAKOBbIX METOA0B BMU3yanu3aunm
PekomeHayeTcs, uTOObl BCE CyLleCTBEHHble 3HaYeHWs AMAMETPOB aopTbl M aHOMaaun OMUCbIBANUCH I C
B COOTBETCTBUW C CErMeHTaumen aopThbl
PekoMeHayeTcsl oueHMBaTh YHKUMIO MOYEK, YTOYHATb Hannyme 6epeMeHHOCTM U aHaMHe3 annepru-
YeCKUX peakLuMil Ha KOHTpacCTHble npenapaThbl C Lenblo Bbibopa ONTMManbHOro MeToAa Bu3yanusauum I C
C MMHMMa bHbIM BO34ENCTBMEM MOHU3UPYIOLLErO N3NYYEHUS, NCKIOYAsa SKCTPEHHbIE CUTyauumn
CnepyeT oueHnBaTb PUCK BO3AENCTBUS MOHU3UPYIOLLErO MU3/Ty4YeHUsi, 0OCOBEHHO Yy 1L, MONoAO0ro BO3- IIa B
pacTa v NauMeHTOB, KOTOPbIM BbIMOJIHAOTCS MOBTOPHbIE MCCNeaoBaHUS
[OunameTpbl @aopTbl MOryT 6bITb MPOMHAEKCMPOBaHbI K N0LWaAN NOBEPXHOCTU Tena, 0CO6eHHOo Ana Kpan- 11b B
HUX BapuaHToB (BbIGPOCOB) B OTHOLLUEHMW pa3MepoB Tena

MpumedaHme: @ — knacc peKoMeHAaLNm; ® — ypoBeHb AoKa3aTebHOCTH.

KJIIOHEBBIE MOJIOXXKEHUSA

B [pu BbinonHeHun TTOxoKI cnepyeTr y4uThiBaTb

® OcHoBa amarHocTuku APIA — MHCTpyMeHTasbHble
MeTOoAbl, MO3BONAIOLLME BU3YANN3NPOBATL COCYAbI.

B [Tpy cemMerHOM aHaMHe3e Cepne4vyHO-COCYOMCTbIX
COObITMIA NPOBOAUTCS pacLUMpPEHHas BM3yanu3aLms aop-
Thl ICXOOHO 1 B Te4eHne HabnioaeHus.

npeackasartesibHyl0 LEeHHOCTb Z-KpUTepust — OMOPHOro
KpUTEPUS HACNeACTBEHHO 00ycnoBneHHbIx APIA n onTtu-
MaJIbHOrO COBPEMEHHOIO KpUTepud pacyeTta guamerpa
aopTbl 4519 CBOEBPEMEHHOIO MOHUTOPUPOBAHNS B NaHe
MPOrHO3a XN3HEYrpoXatoLLero pacLnpeHns aopThl.
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B TpexmepHasa (3D) YMNdOxoKr B pexvme peanbHOro
BpeMeHN o6nagaeT HeKoTOpbIMU MpPeumyLiecTBamMm Mo
CpaBHEHMIO ¢ AByxmepHo (2D) YIMoOxoKI, Ho ee npeBoc-
XOOCTBO B KIIMHNYECKOWN NPaKTUKe N3y4EeHO HEQOCTATO4YHO.

® B cnyyae nogospeHuns Ha AIA Ha OCHOBaHUM AaHHbIX
OxoKI™ n/nnn pentreHorpadum ncenegosanusa ONK tpe-
oyeTtca BbinonHeHne KT vnu MPT (c unu 6e3 KoHTpacTa)
051 afekBaTHOW BU3yanmaaumm BCe aopThl U BbISIBNIEHNS
NMOPaXeHHbIX y4aCTKOB.

B MCKT - «30/10TOl cTaHgapT», NO3BONSAOWMNA OLe-
HWTb pPa3Mepbl aopTbl HA BCEM MNPOTSXEHUW, BKIO4Yas
aHatomuio AoK. MeTtop He3amMeHUM Npu NOJ03PEHNN Ha
PA. PekomeHayeTcs, N0 BO3MOXHOCTU, ONpeaensaTb Mak-
CUManbHbI AnamMeTp aHEBPU3MbI NePreHANKYNSPHO oce-
BOW NIMHUM COCYyAa C MOMOLLbIO TpexmepHol (3D) pekoH-
cTpykummn KT-nzobpaxeHus.

B MPT sBnsieTcs BaXHbIM AUAarHOCTUYECKUM LOMOJSIHEHW -
eM MCKT B HeaKCTpeHHbIx cnydasx. OTCyTCTBUE NOHU3UNPY-
IOLLLEr0 N3NY4EHUS [eNaeT 3Ty METOAMKY OCOOEHHO BbIrof-
HOW 151 OLLEHKM NaTONIOr MM a0PThbl Y MONOALIX MALMEHTOB.

® CnenyeT NPOBOAUTb CPABHEHME OAHHbIX, MOfydae-
MbIX MPY OOHOTUMHBLIX 06CNEeN0BaHMSAX, TaK Kak CYLLLECTBY-

€T BHYTPU- U MEXMCCcnenoBaTenbeckas BapnabenbHOCTb
pes3ynbTaToB U3MEepPEHUs anamMmeTpa aopThl.

2.7.3. MonekynspHO-reHeTu4eckue uccrnenoBa-
HUSA

B peanbHON KAMHWMYECKOM NPakTUKE MOJSEKYNSAPHO-
rFEHETUYECKNI CKPUHUHT eLle A0 CUX NMOP LUMPOKO HE UC-
Nonb3yeTcs. TOYHbIN FEHETUYECKNIA aHANTN3 UMEET MOTEH-
uman onsa yTBepXaeHns HOBbIX TakTUK BeAEHMS NaLuNeHTOB
Ha OCHOBaHun cTpatndukaumm naumeHtToB ¢ API'A no re-
HETNYECKOM 3TNONOMN, YCOBEPLLUEHCTBOBAHNSA U KOPPEK-
TUPOBKN HGEHOTUMMYECKOrO ONUCAHUS.

Bo3mMOXxHa onTuMu3aumns CPOKOB MPEBEHTUBHOWM XM-
Pypruyeckomn Koppekummn aopTbl — BblAeNeHne rpynn na-
LIMEHTOB C PUCKOM 3a00/1EBaHNS N/ NPOrHO3a paHHe-
ro paccevyeHus aopTbl Npu anameTpax AFA<5,0 cm.

1. NMocnepoBaTenbHoe TecTupoBaHue. [1pn Nogo-
3peHnn HCAPIA uenecoobpasHo TectupoBaHue ACTAZ.
CekBeHMpOBaHMe ocTasbHbIX Hanbosiee BEPOSTHLIX 6 re-
HOB, NpuyacTHbIX K HCAPTA (TGFBR1, TGFBR2, MYH11,
FBN1, MYLK n SMAD3), paccmMaTpuBaloT B OTCYTCTBUE
myTaumi B ACTA2 n/vnu B cnyyae Hann4musi CUHAPOMAaIb-
HbIX KIIMHMYeCcKknx ocobeHHocTel naupeHTa (Tabn. 11).

Tabnmuya 11

leHbl n NOKyCbl, CBA3aHHbIE C CEMENHbIMU (HECUHAPOMHBIMU)
paccyoeHus MU n aHeBpu3MamMu rpyaHoOn aopThl, METOAbl UX UAEHTUDUKaLUU

0O603Hauve- Oons HCAPIA, oTHeceHHas
Hie reda K MyTaUMsM B AaHHOM reHe MeToa vccnenoBaHus O6HapyXeHHble MyTaumm
TGFBR1 ~1-2 % AHanus nocnenosaTenbHoOCTH/ BapuaHTHble N
'3
TGFBR2 ~ 4 % SIJE_I};IBGHVIPOBaHVIe nocnefosaTeNIbHOCTH
MYH11 ~1-2% AHanu3 geneuwit/aynnukauuii 8 YacTuyHble/NONHOrEHOMHbIE
ACTA2 10-14 (15) % Aeneunn/aynnvkauumm
FBN1 HeunssecTHO
MYLK ~1% AHanus nocnegoBaTtesibHOCTU/ BapuaHTHble
ceKkBeHupoBaHue * nocnegosaresibHoctu
SMAD3 ~ 2 % AHanu3s nocnegoBaTesbHOCTU/ BapuaHTHble
CEKBEHMpOoBaHue * nocnegosaTesibHocTv '

lMpumeyarHne: HCAPTA — HECUHOPOMHbIE PACCIOEHMS U aHEBPU3MbI FPYAHOM a0pThl; * — onpeneneHne HykeoTUAHON U aMUHO-
KUCNOTHOM NOCNEn0BaTEeNbHOCTU B HYKIIENHOBbIX KMcnoTax/6enkax; § — TectuposaHme, naeHTMduLMpyoLLee aeneumn/aynakaunmm,
KOTOpble TPYAHO 06HAPYXMTb MO aHanuay nocnenoBaTesibHOCTM reHomHol JHK; MoryT 6biTb MCNOb30BaHbl PasnnyHble MeToapl,
BKJIO4As KONMYECTBEHHYI0/monrospemMenHyio MLP, meton MLPA (Multiplex Ligation-dependent Probe Amplification) u np.; T — myTa-
ummn, K npumMmepy, obHapyXeHHble CUKBEHC-aHaNNM30M, MOryT BK/o4aTb HEOONbLUNE BHYTPUrEHHbIE AeNeLmn/UHCEPLUN (BCTaBKN) U
MWCCEHC-, HOHCEHC- 1 CalT-CrNIaNCUHI MyTauun; 9K30HHbIE UAW NMOJTHOMEHHbIE Aeneunn/oynnmkaumm oobl4HO He 0OHapyXmBaloTCs.

Mpn cAPIA ona naumMeHTOB, OTBEYAlOLIMX MEPecMo-
TPEHHbIM TEHTCKUM KPUTEPUSM, MOXET pacCcMaTpuBaTbCS
uenesor aHann3 FBN1 0o TeCTMpOBaHWsS a0pTO-NaHenu.

2. OpHOMOMEHTHOe uccrnepoBaHue. Vcnonb3osa-
HVE anbTEPHATUBHbBIX MYJIbTUFEHHbIX MaHeNen BKIOYaeT
CeKBEeHMpOBaHMe OAHOBPEMEHHO HECKONbKMX FEHOB, B
TOM YUMCIie OTBEYAOLLMX 3a pa3BmTne CUMHAPOMHBbIX APTA.
[MpepnaraioTca cornacHo 4actoTe M BEPOSATHOCTU BbISB-
NleHns MyTaumin B LeneBbix reHax [112]:

TAA (Thoracic Aortic Aneurysms) Panel 1: -FBN1,
TGFBR1, TGFBR2, -ACTA2, -COL3A1, -TGF2, -TGF3,
*SMADS3, -MYH11, - PRKGT.

TAA (Thoracic Aortic Aneurysms) Panel 2: - MYLK,
+ NOTCH1, - FBLN4, - SLC2A10, - FBN2, < ELN, « FLNA,
+ ADAMTS10.

Mpu HCAPI'A cnepnyeT y4nTbiBaTh, YTO B CEMbSX C yCTa-
HOBMEHHbIM Al-TMMOM HacnegoBaHWSA MaUMEHTbl MOryT
He MMETb MOJIHbIX CUHAPOMANbHbIX KNMHUYECKUX NPU3Ha-
KOB.

Mpn HCAPI'A nonHasa neHeTpaHTHOCTb (YacToTa Mpo-
SIBIEHVSI FeHa B NpU3Hakax) NnpoaeMOHCTPMpOBaHa TOJb-
KO npu myTaumsax B AAT1-nokyce. B cemMbsx ¢ myTaumamm
AAT2-nokyca 4yalle, B NepBytlo O4EPEb Y XEHLLUMH, OTME-
TaeTCs HM3Kasi NeHEeTPaHTHOCTb.

B uenom ymeHblueHMEe NeHEeTPaHTHOCTU Takxke OTMe-
yaeTcs B ceMbsix ¢ myTaunamn B ACTA2, MYH11, TGFBRI,
TGFBR2, MYLK n SMADS3.
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Mpwu cnopaamnyeckmnx HCAPI'A ncnonb3oBaHue reHeTu-
4eckoro TeCcTUPOBaHUS/MaHeIn MOXeT OblTb paccMoTpe-
HO, ecnn 3abosieBaHne CBSI3aHO C BbICOKMM CEPAEHYHO-CO-
CYONCTbIM PUCKOM.

[eHeTnyeckoe TeCTUPOBaHME OOKHO NPOBOAUTLCS B
cepTMOULMPOBAHHBLIX OMarHOCTMYeCcKUx nabopaTtopusix,
MMEIOLLMX ONbIT B MHTeprnpeTaumm reHetunyeckux AlA-
CBSA3AHHbIX MyTaLNIA.

KJTKOYMEBBIE MOJIOXKEHU4A

B TecT-naHenb pekomeHayetcs naumeHtam ¢ AFTA u ¢
MONIOXNUTENbHBIM CeMeliHbiM aHaMmHe30M APIA C uenbio
NOATBEPXAEHMS AnarHo3a HacneacTeeHHom dopmbl APTA.

® [Mpn nopospeHun Ha Hanmydme CAPTA n HCAPTA ¢
KJIMHNYECKOWM TOYKN 3PEHNSA MOXET paccMaTpmBaTbCs Lie-
neson aHann3 FBN1 n ACTA2 cOOTBETCTBEHHO.

2.7.4. OCHOBHble ANarHOCTU4YECKUE KpUTEepnmn Ha-
cnepcTBeHHbIX APTA

OCHOBHble AMAarHOCTUYECKUE KpuTepum cemei-
Hbix APTA:

1.1 — nporpeccupylowee pacluMpeHrne BOCXOOsLLEN
4yacTu FPyAHOW aopTbl C BOBJIEYEHWEM CUHYCOB Banb-
casnbBbl, MO0 TONLKO BOCXOASALLEN a0PThl, MO0 00eux;

1.2 — npegunatauys NPOKCUMaNbHOrO OTAENa KOPHS
WM BOCXOASALEN YacTU aopTbl OCHOBaHa Ha U3MEPEHUM
pa3mepoB CUMHYCOB BanbcanbBbl 1 BOCXOOSLWEN a0pPThbl
C WCMOJIb30OBAHMEM TakuUX METOAOB BM3yanu3auuu, Kak
2D-TT3OxoKI, KT, MPT nan aHrnorpadua B CpaBHEHUN C
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COOTBETCTBYIOLLMMM BO3PACTY HOMOrpaMmMaMm, MHOEKCU-
poBaHHbLIMM MO nowanm nosepxHoctn tena (MMAT) [105];

2 — nckno4veHne cuHgpomoB Mapdana, Jlyuca — Aut-
ua, dnepca — [JaHno COCyaAnCTOro Tmna u opyrux CUHOPO-
MasbHbIX NpU4nH APTA;

3 — NONIOXUTENbHbIN CEMENHbIN aHamMHe3 APTA.

OCHOBHble [AMarHOCTUYECKUEe KPUTEpUU CUH-
ApoMHbIX APFA cooTBeTCTBYIOT Kputepmnam HCAPTA, 3a
VICKJIIOYEHMEM M. 2, 1 NOATBEPXOATCS, HANPOTUB, CUH-
apomanbHom atmonornen APIrA.

MHOXECTBEHHbIE KIIMHUYECKME U BU3yannaupyiowme
vuccnenoBaHusa MnoAaTBepXaaloT 6onee 0OLWMPHOEe BO-
BJIe4YEHNE apTEPUANbHOM COCYOUCTON CETU, YEM MPOCTO
rPYAHOro oTaena aopThl.

OCHOBHblE  CepaeYyHO-CoCcy-

2. CkeneTtHble MNPOSABAEHUS: O0NMXOCTEHOMENNS,
BpPOXAEHHAs aedopmMaums rpyaHon KneTku, apaxHoaak-
TUANS, MAOCKOCTONNE, KOCONANOCTb.

3. Oxokapguorpadus: nponanc MUTPasbHOro knana-
Ha, ABYCTBOpPYATbIN a0OpTasibHbINV KnanaH, OTKPbITbIN apTe-
pranbHbIv NPOTOK.

4. ViccnepoBaHuMe opraHa 3peHuns: CMeLLeHne (BbiBUX)
XpycTanuka oT LLeHTpa 3paydka, GJIOKKYbl pagyXKu.

5. PentreHosckme, KT-/MPT-uccnenoBaHus: ocTeo-
apTpuT, apTepuanbHas W3BUIMCTOCTb, apTepuasbHble
aHeBPU3MbI.

B psape cnyyaeB ona NOATBEPXAEHUS KOHKPETHOrO
[narHo3a HeoOXx0AMMO A0MOSIHUTENbHOE MOMEKYNSPHO-
reHeTnyeckoe nccnenoBaHume.

ﬂVICIbI?u nposeenns HCAPTA: UccnepoBanme N3onmpoBaHHas Xupyprudeckoe
. Aunataums BocxoOsLlein = 0
rpPyaHOM aopThl HA YPOBHE CUHY- POAOCIOBHON MMHIN ATA TieHeHne!
coB BanbcanbBbl, Unn Bocxoas- )
L4 a0pTbl, UK 0BEMX. [ HecuHdpomHas Habntonexve
2. duccekumsa ¢ BoBieYEHNEM J
Bocxogaien (Ctandopackun Tmn / ﬁum oM Mapdhana: FBI\R
A) nnu, pexe, Hucxoasauen (CTaH- 0 . P P : v :
hOPACKMY TMN B) rpyaHOI a0pThl. TpI/ILI,aT“ean:IbII/I C-m Anepca - Aanno IV tvna:
AHEBPU3MbI C BOBJIEYEHU- CEMENHDBIN COL3A1

( ATA \

Z-Kputepun >2
y B3pOCHbIX; >3

€M TONbKO HUCXOAsLen rpyn-
HOW aopTbl MOryT HabnAATLCA
KpanHe penko. Yka3aHHble CO-

CyOMUCTble MNPOSIBNIEHUST MOTYT y AeTeit
ObiTb €AVMHCTBEHHOW HaxoaKoW Boapacr <6065
nnaHoBbIXx 06cnenoBaHuin [24]. OtcyTcTaue
2.8. AnddepeHumanbHaa HpyIX
OVarHocTukKa
OnddepeHumancHaa agna-

\ thakTopoB pucka |

THOCTUKa CKnaablBaeTCd n3 gn-

TGFpB-3aBucUMbIe BacKkynonaTuu:
- c¢-MJlyuca - iutua (TGFBR1/2)

/ - c-M AHeBpHU3Ma-0CTEOAPTPUT

(SMAD3), TGFB2
[ CuHOpoMHas ]

aHaMHe3

CuHApoM apTepuanbLHoM

W3BUIIUCTOCTH: SLC2A10

FBLW

Cunapom aTpochum (BANOIA)

wmu:

arHoCTMyeckoro ob6cnenoBaHus

KOHKPETHOro nauueHTa, npexae [NonoxuTtenbHbIN
BCEro Ha OCHOBE nOeTallbHOM CeMenHbIN
K/IMHMYECKOW OLEeHKN npobaH- aHamHe3

0a n 4neHoB cembn. B nepayio

CemeltHble
paccrnoeHus
11 @HEBPU3Mb

rpyaHoi aopThl

Xupypru-
yeckoe
neyexne

HecuHOpomHasi

oyvepenb anddepeHUMpoBaTb
NPUXoOAUTCA CUHAPOMHbIE U Ce-
meriHble dopmbl APITA, koTOopble
HabMOJATCA MNpU  reHeTuye-
CKWN-CBSI3aHHbIX (annesbHbix) 3a6onesaHusx (puc. 11).

JunarHocTnyeckuii MUHUMYM, TpebyeMblil AN KIUHU-
yeckoro obcnenoBaHus C LEenblo nposeaeHns andoe-
pPEeHUManbHON ANarHOCTUKN:

1. Jlnuesble gucmopdun: rmnepTenopnsm, BblICOKOE
He0O0, Pas3aBOEHHbIN A3bIHOK MSAFKOro Heba.

Puc. 11. AuddepeHumanbHaa omarHocTmka n TakTuka Be4eHNs HacneACTBEHHbIX
(CUHOPOMHbBIX U HECUHAPOMHbBIX (CEMENHbIX)) aHEBPU3M U PACCIIOEHNN a0PThI

2.8.1. KpaTtkas KnMHM4YecKas u aTuonaroreHeTu4e-
CcKasi xapaKTepucTuka OCHOBHbIX Hac/1eACTBEHHbIX 3a-
6oneBaHuii, npoTekatowmx ¢ opmmposaHuem APTFA

AKTyanbHbI NepeyYeHb HaCNeACTBEHHbIX aopTonaTum
API'A ¢ Ux «kaHAMAAT»-reHammn 1 KpaTKMMU OTANYUTENbHLIMUN
KJIMHNYeCKUMM 0COBEHHOCTAMM NpeacTaBeH B Tabanue 12.

Tabnuua 12

OcHoBHble popMbl HacneacTBeHHbIX APTA ¢ COOTBETCTBYIOLLUMU UM FreHamMu
N KIIMHNYE€CKUMU NPOSBIIEHUAMMU

Hanbonee 3Haunmble
3aboneBaHus leH CepAeUHO-COCYANCTbIE NPOSIBAEHNS [JononHutenbHble KNMHUYECKNE NPOSBIEHUS
CuHppoMHbie APTA

CuHapOoM AHeBpU3Ma KOpHS aopTbl, paccnoeHne | CMelleHne 1 nNoaBbIBUX XpycTanuka (60 %), cke-
MapdaHa FBN1 aopthbl, NMMK, pacwmpeHmne nero4yHoro neTHble ocobeHHocTn (apaxHopaktunus, LK,

CTBONA, ANCHYHKLNSA NEBOro Xenyaouka | CKonnos, niaockocrtonve, gonuvxouedanus, [onn-

XOCTEHOMENNS)

CuHapom Pa3pbiB 1 paccnoeHne aptepuii 6e3 TOHKOCTb KOXMW, AucTpoduyeckme pybupbl, nuue-
Snepca - npeaABapuTeNbHOro pacliMpeHnsi/aHes- | Bble gucMmopdun (NnMuo MagoHHbI, TOHKME rybbl,
Dawno, IV COL3A1 |pwu3Mbl, TSXKeNas KnanaHHas HegocTa- rnyboKo noca)eHHble rnasa)
(cocyancTbiin) TOYHOCTb
™n
BpoxaeHHas PacwwvpeHune aopTbl oTMEYaeTcs peako, | MapdaHornofobHasi BHEWHOCTb C KJIaCCUYECKOi
KOHTpaKkTypHas FBN2 nporpeccMpoBaHue gunnaTtaunm aopTbl AONINXOCTEHOMENMEN U apaxHodakTunnen. KoH-
apaxHoAaKTu- ocnapuBaeTcs TPpaKTypbl KPYMHbIX CYyCTaBOB, KaMNTOAAKTUAUS,
s KOCONanocTb
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lpogomxeHve
Hanbonee 3HaummMble
3aboneBaHus leH CepAEUHO-COCYANCTbIE NPOSIBAEHNS [JononHuTenbHblE KIMHUYECKUE MPOSABIEHUS
CuHppoMHblie TGFB-3aBucuMbie BackysionaTum
CuHApPOM AHeBpM3Ma KOPHS aopTbl, paccnoeHne PasaBoeHne s3bluka/paclienvHa TBepaoro Heba,
Jlynca - AvTtua | TGFBR1, |aopTbl, aHEBPU3MbI U ANUCCEKUWM apTe- | runepTenopusm, [ArK, ckonnos, KoconamnocTb,
TGFBR2 |pwun, apTepuanbHas n3BuTocTb, MNMMK, KOHTPaKTypbl
BPOXAEHHbIE MOPOKMK cepaua
AHeBpu3Ma- AHeBpu3Ma KOpHS aopTbl (90 %), pac- |ApTpo3, paHHWIA OCTE0apTPUT U paccekaroLnin
ocTeoapTpuT CI0EHWNE aopTbl, aHEBPU3MbI U IUCCEK- | OCTEOXOHAPUT, MSIrKas Koxa, NniocKoCTonume, CKo-
CUHAPOM UMW apTepPU, MHOXECTBEHHas apTepu- |/IM03, peunamBmpytoLme rpbiXn, MArkui npodub
(cvHapom SMAD3 |anbHasa n3Butoctb, NMMK, BpoXAeHHblIE | 4YepenHo-MLEBbIX aHoManuin (rMnepTenopusm,
Nywuca - AnTua MOpoKK cepAaua LUMPOKWNIA/pa3aBOEHHbIN S3bIYOK MAMKOro Heba)
C ocTeoapTpu-
TOM, TUN 3)
TGFB2- TGFBR1, | AHeBpu3Ma KOpPHS aopTbl, paccnoeHune 'mMnepTenopusm, aHoManun rpyaHoON KNeTku,
BaCKyno- TGFBR2 |aopTbl, aHEBPM3MbI U AUCCEKLNM apTe- |KOCOMNanoCTb, MArkas noaynpo3payvyHas Koxa
naTusa TGFB2, |pwi, apTepuanbHas n3sutocTtb, NMK,
TGFB3. |BpOXAeHHble MOPOKKN cepaua
CuHApOM ApTepuanbHas U3BUTOCTb, apTepuanb- | MNeppacTsXMMOCTb KOXWN, rMNepMobunbHOCTb
apTepuanbHomn Hble CTEHO3bl (1ero4YHOM apTepun) CyCTaBOB, KOCTHble Npu3Haku (peako) BKYa-
M3BUINCTOCTU SLC2A10 | v aHeBpU3Mbl 10T BbICOKOE HEeHO, MUKPOrHaTUS, YATIMHEHHOE
NNLO) TeneaHrnoakTasnmn, amadparmManbHble
aHomManuu
CuHapom AHeBpM3Ma KOPHSA aopTbl, apTepuanb- MNeppacTsXKMMOCTb KOXW, rMnepMobuibHOCTb
aTpopuu FBLN4 |Has u3BMTOCTb CyCTaBoB, aMdu3eMa
(BsAnoit) koxu/
Cutis laxa
CemeliHbie (HecuHApoMHbIe) APIA
CemeliHble TGFBR 1 APIrA. Puck aHeBpU3M 1 paccnoeHni OTCcyTCTBME CMHAPOMAsbHbIX NMPU3HAKOB
aHEBPU3MbI TGFBR 3 | BPYTVX COCY/0B, B TOM YMC/E FOIOBHO-
1 paccnoeHums ro mosra
aoprel AHeBpU3Ma/ pacceyeHue rpyaHoii OTcyTcTBME MapdaHOMnog06HbIX CKENETHbIX 0CO-
(fTAAD) 6 o
ACTA2 |@opTel. €HHOCTEN.
PaHHWe 3aboneBaHns KOpOHapHbIX CeTyaTtoe nuBeno, MNOKKYNbl PaAyXKu
1 uepebpoBacKynapHbIX apTepui
PacceueHune rpyaHol aopTbl, 4acTto XKenyao4Ho-KULWeYHble aHoManmm
MYLK | 6e3 npeawecTBytoLiero bopMmMpoBaHms
aHeBpU3Mbl
AHEBPU3MbI BHYTpUYEpPENHbIX N ApYyrnX | OTCYTCTBME YETKUX CUHAPOMAsIbHbIX MPU3HaKOB.
SMAD3 |apTepui MoryT «nepekpbiBaTbCsA» C npusHakamm CM ang
KOCTHbIX U KOXHbIX MPOSiBJIEHUI
Mponanc MUTpanbHOro KianaHa Cneumndunyeckoro deHoTnna He onmcaHo. MoxeTr
TGFB2 «MNepeKpbIBaTbCA» C HEKOTOPbLIMU KOXHbIMU MPO-
areHnsamm CM
fTAAD c JAK YckopeHHas Kanbundukaumsa KnanaHa OTtcyTtcTBMe MapdaHonoa06HbIX CKEEeTHbIX
ACTAZ2 ocobeHHoOCTel, ceTyaToe nmMBeao, GrOKKybl
pasy>XKu
NOTCH1 |bBe3 kanbundukaumm OTCyTCTBME CUHAPOMAJIbHbIX MPU3HAKOB
fTAAD c OAN OATl. Peako: aHeBpu3Ma u paccedyeHve |Cneuncurueckoro heHoTmna He onmcaHo
HUCXOASILWEN aopThbl, UHTPaKpaHuasnb-
Hbl€ aHEBPU3Mbl COHHbIX apTepUi, paH-
MYH11 |Hee Hauyano UBC, obnutepupytoiero
3HAapTepunTa nepmdepunyecknx co-
CyAo0B, MHCYNbTOB. OTMEeYaeTcs paHHUM
cemelHbIi aHaMmHe3 BCC

lMpumeyaHne. HazBaHus LeneBbIX FreHOB NPEACTaB/IEHbI MO TEKCTY.

CokpatyeHusi: APTA — aHeBpu3ma 1 paccnoeHue rpygHoi aoptel; BCC — BHe3anHasa cepaeyvHas cmepTb; JAK — aBycTBopya-
Toii knanaH aopTel; AIK — pedopmaums rpyaHon knetkn; OAI — OTKpbITbIN apTepuanbHbii NpoTok; NMMK — nponanc MutpanbHOro
knanaHa; fTAAD — cemeiHas aHeBpuM3Ma/Ouccekumnst rpygHoro otaena aoptol; TGFB — TpaHCchOPMUPYOLLMIA POCTOBOM dakTop-f;
SMADs — BHYTPUKIIETO4YHblE BNk — TPaHCAYKTOPbl BHEKJIETOUYHbIX CUrHanoB oT nuraHaoB (TGFB) B 84po, roe OHW akTUBUPYIOT
TpaHckpunuuio reHa; FBN1 — dnbpunnui-1; NOTCH1 — TpaHcMeMOpaHHbIi peLenTopHelin 6enok Tuna 1.

2.8.1.1. CunapomHbie popmbi APTA

Hwuxe npmBoamTCca Kpatkas KanMHM4Yeckasi, aTmonaro-
reHeTMyeckas XxapakTepucTmka OCHOBHbLIX MONEKYSIPHO-
rEHETUYECKNX CUHAPOMOB, XapakTepnayoLmxcs Gopmm-
poBaHnem cAPIA.

Cunpgpom Mapdana (CM) umeet AL-Tun Hacneno-
BaHUSA ¢ oxuaaemomn yactoton 3-5/10 000 n ponen Heo-
myTaumin 20-25 % OT BCEX 3aperncTpuvpoBaHHbIX CHy-
yaes (T. e. B 20-25 % cny4yaeB y poauTenein naumeHTos
3aboneBaHnss He oTMevaeTtcs). B paBHOI cTeneHu 3To
pPacrnpoCTPaHAETCS KakK Ha MYX4YMH, Tak WU Ha >KEHLUUH.
YcTaHoBNeHa 4eTkas NPUYMHHO-CNEACTBEHHAs CBS3b C
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mMyTaumsamum B reHe FBN1. CuHgpom MapdaHa — knaccu-
yeckasa mogenb moHoreHHoro HHCT ¢ BoBneveHnem 3pu-
TENbHOW, CKEeNeTHOM 1 cepaeyHO-COCYyauCTOM CUCTEM.
KnnHunyeckn, NnOMMMO XapakTepHbIX U3MEHEHUN CO CTO-
POHbI ONOPHO-ABUIraTeNbHOro annapara U HeaopPa3BUTUA
XMPOBOW KNeTyaTku, HabnogaeTcss naTonorus opraHa
3pEeHNa N CepaeyHO-COCYANCTOM CUCTEMBbI, YTO B KJac-
cuyecknx BapuaHTax coctasnseT Tpuany CM. CepaeyHo-
COCYAMCTbIE NPOSIBEHNS BKIOYAIOT AunaTaumio 1 npes-
PacrofIOXKEHHOCTb aopThbl K Pas3pbiBY HA YPOBHE CUHYCOB
BanbcanbBbl, Iponanc MUTPanbHOro, TPUKYCNMOANbHOIrO
KnanaHoB, pacluMpeHue MPOKCUMabHOM Nero4Hon ap-
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Tepun. BnmusopykocTb aBnsieTcs Hanbonee pacnpocTpa-
HEHHOM 0COBGEHHOCTLIO pedpakuumn (CMeLLeHEe XpycTa-
nuKa OT UeHTpa 3padvka Habnogaetcsa B 60 % cnyyaes).
CkeneTHble NPOSIBAEHUS BK/IOYAIOT aHOManum CKeneTa:
rmnepmMoBbuIbHOCTb M HECTABUITbLHOCTL CYCTaBOB, HEMPO-
NMOPLMOHANBHO OJIHHbIE KOHEYHOCTW AN pa3mepa Tena
(yonunHeHHble TpybyaTble KOCTK), BOPOHKOOOPA3Hyo nnm
KUNEBUAHY aedopmMaumio rpyoHOM KNeTku, CKOMo3,
apaxHOAAKTUAMIO, TUAOMNAA3nI0 CKYOBbIX Ay 1 Mp.

Mpr3HaHO, 4TO MONEKYNSIPHBIE HAPYLLUEHUS U DEHOTUN
HEeLOCTaTO4YHbl O TOYHOM CTpaTuduKauum «aopTalb-
HOro pucka». YoeouTtenbHbIM 00KA3aTENbCTBOM CIYXUT
CXOXECTb KNnHMYeckmnx nposeneHnin CM ¢ gpyrumm mo-
nekynspHeiMu cuHgpomamu B 10 % cnydaes npu nosHo-
CTbIO BbINOJIHEHHbBIX MEXAYHAPOAHbIX KpuTepusax CM, k
NPYMEPY, NPY YCTAHOBNEHHbIX MyTaLMSX B Pa3NINYHbIX re-
Hax, kogmpytowmx FBN1 n TGF-BR2 npu CM n J14C cooTt-
BeTCTBEHHO [113]. BHyTprucemenHas n3aMeH4YnBOCTb Wil-
NOCTPUPYET TOT PaKT, YTO TE XXE MONEKYNSAPHbIE AedeKTbl
MOTyT MMETb pasfinyHble NOCNEeACTBUS Y Pa3HbIX UHAM-
BUAYYMOB. [1pn KpariHe BbipaXeHHOM (PEeHOTUNMNYECKOM
nonumopdmname Hannyne MyTauuii B «<HeoHaTasbHbIX» 3K-
30Hax 24-32-ro pervoHa reHa FBN1 npennonaraet pas-
BuUTME Bonee Taxenoro deHoTuna. PaHee paccmaTpuBa-
nacb NPUYacTHOCTb MyTaumin B reHe FBN1, npnBoasLLmx
K pa3BuTuio HCAPIA 6e3 knaccuyeckmx npusHakos CM
[114]. B uenom CM 3aknoyaeT B cebe NOBbILLEHHBIN PUCK
amnaraunm n PA, KOTOpbIe SBASIOTCS OCHOBHOM NPUYUHON
MOBbILLUEHHOM CMEPTHOCTU A@HHOW KaTeropmn NauneHToB.

BaxHo CM anddepeHumpoBaTb C BPOXAEHHOW KOH-
TPaKTYpHOM apaxHoAaKkTuAnen (cnegcTevme MyTauuun B
reHe FBN2), npu KoTopoli paclumpeHne aopTbl OTMEYaeT-
CS1 peKo 1 NPOorpeccrMpoBaHmne aunaTaumm ocrnapuBaeTcs
[115]. XapakTepuayeTtcst mapdaHONof0OHON BHELLHOCTbLIO
C BbICOKMM, XyZlbIM raBUTYyCOM C KN1aCCUYeCKOM J0INXOCTE-
HOMenven n apaxHogakTunmen. MNpu poxaeHnn B Hanbo-
nee TaKesblX Ciydasx OTMEeHatTCs KOHTPaKTYpPbl KPYMHbIX
CYCTaBOB (KOMEHW N NOAbIXKKA) N NMPOKCUMASbHbIX MeX-
danaHroBbIx CyCTaBOB NasbLEB PYK M HOT (KAaMMTOAAKTU-
nusl). MoryT HabnoaaTbCs KOHTPaKTYpbl Ta300eapeHHbIX
CYCTaBOB, NpvBeneHne 60sbLLIOro nasbLa 1 KoconanocTb.
KOHTpakTypbl C TE4EHNEM BPEMEHUN OObLIYHO YIYyHLLIAIOTCS.
Hanbonbluas 3HaYMMOCTb NPUHAANEXUT KNDO3Y/CKONNO-
3y, HAYMHALWMMCS y>XKe B MJ1IaIEHYECKOM BO3pacTe, nme-
IOLWMM COUManbHOE 3HAYeHWe BBUAY MPOrpeaueHTHOro
TeyeHus 1 HabmogaeMbiM 60nee YEM B MOJIOBUHE CITy4aEB.

Cungpowm Jlyuca — Autua (J14C, Tun 1; 14C, T1n 2) -
pesynbTaTt MmyTaumin B peuentopax TGFBR1 wnn TGFBR2.
XapaktepunayeTcsi 6051ee arpeCcCrBHbIM TEHEHNEM, HEXENN
CM [113]. MposiBnsieTca Tpuanoin aHoOManuii: KOCTHbIMU
(apaxHopmakTUNNs, AONNXOCTEHOMENNS, KaMNTOAAKTUANS,
CKONMo3, rmnepmModuIbHOCTL CycTaBoB, kunesuaHas 4rK),
YepenHo-NnuUeBbIMK (pacLlenrHa TBEpPAOro HEOa, rnasHom
rMnepTenopu3mM 1 KPaHNOCUHOCTO3bI) U COCYAUCTbIMM (U13-
BUINCTOCTb apTepuin, BOCXOAdLas aHeBpn3Ma unm pac-
cnoeHne aopTbl). BONbLUMHCTBO NALMEHTOB C aHEBPU3MA-
MW MEepBOHAYaNibHO MMEIOT OrPaHUYEHHbIE NMPOSIBEHNS B
aopte. OgHaKo CyLEeCTBYET MOBbILLIEHHbIV PUCK aHEBPU3M
1 PacCrOeHN Apyrmx COcyaoB, B TOM YMCIle aHEBPU3M CO-
Cy[oB rOJIOBHOrO M03ra, 0COOEHHO B Crydyae mMyTauuii B
peuentopax TGFBR2 tuna (JIAC 2-ro tnna).

Cunppom Jlyuca - Autua (J14C, Tvn 3) o6ycnoeneH
MyTaumammn B reHe SMAD3, koampyoLem BHYTPUKIETOY -
Hbin addekTop TGF-B-curHanuHra Decapentaplegic 3
(mothers against decapentaplegic homolog 3, MADH3)
[116]. ®eHoTn SMAD3-accounmpoBaHHOIO aHeBPU3Ma-
ocTeoapTput cuHgpoma (a SMAD3-related aneurysms-
osteoarthritis syndrome) HanomuHaeTt J1IAC, oaHako My-
Taumm B FBN1, TGFBR1 n TGFBR2 otcytctBytoT [117].
Y 4yacTu naumeHToB oOTMedaeTcss MapdaHonoaoOHbIN

rabuvTtyc, y Apyrux — 4epenHo-N1LEeBbIE aHOManuu (auc-
Mop®un) ¢ TaKUMN 0COBEHHOCTSIMIN BHELLHOCTU, Kak -
nepTenopm3mM u aHOManaum yByam B BUAE LUIMPOKOrO 1 pas-
LBOEHHOrO0 s3bl4ka (HanomMmuHatowero Takoson npu JIAC).
[eboT 3aboneBaHns xapakTepnsyeTcs paHHUM Havaiom
0OCTe0apTpuTa 1 pacCceKkaroLLero 0CTeoxoHapuTa (B nute-
paType o6o3HavaeTcs kak J1I4C ¢ octeoapTpmuTtom). HacTto
NPOSIBASIOTCS KapAMOBACKYNSPHbIE HAPYLLIEHMWS, BKITIOYA-
owue amccekumto n passutme AlA. AHEBPU3MbI paHee
KnaccmdunumpoBanm kak HECUHAPOMHbIE.

B HacTtoswee sBpems JIAC Tun 3 valle BCTpeyaeTcs B
cTpykType cAPTA (nepekpbiBaetcs ¢ CAPTA npu CM unn 14C
Tvna 1 n 2). B 2 % cny4yaes SMAD3-myTaumm OTBETCTBEH-
Hbl 32 HECUHOPOMHbIE ceMelHble paccnoeHust AFA [116].

Cungpom Jlyuca - Autua (JIOC, Tvn 4) o6ycnosneH
mMyTaumen B reHe TGFB2 (190220), koampytowem TGF-p2.
MposengaeTtca popmupoBaHmem APIMA. KnuHnyeckn Kox-
Hble W CKEJNIETHble MPOSIBNEHUS MOMyT MNepeKkpbiBaTbCS
¢ CM. OtnnuutenbHas ocobeHHOCTb — (popMmUpoBaHue
MUKCOMAaTO3HOW 60ne3Hn MuTpanbHoro knanaxa [118].

Cungpowm Jlyuca - Outua (JIAC, Tvn 5) obycnosneH
MyTaumer B reHe TGFB3 (190230), koampyiowem TGF-B3.
Mposenaetca APIA CO CXOXMMU KOXHBIMW U CKENETHBIMU
NposiBNEeHNsaMU, xapaktepHbiMu anst CM (an. pecypc OMIM).

Cunpgpom Jlyuca — fiutua ¢ 6051€3HbI0O MUTPAJIbHO-
ro kjanaHa. KnnmHu4yeckmini BapuaHT TeHEHUS IOBEHWUIb-
HOro NoAMNo3a (CMHapomMa HacnenCTBEHHOW remopparm-
yeckon TeneaHrnakrasmm). OByCnoBneH reTepoO3nUrOTHOMN
myTaumen B ak3oHe 10-ro reHa SMAD4 Ha xpomocome
18g21.2 (OMIM # 175050) [119]. HEOBbLIYHOCTb KINHN-
4YeCKOro TeYeHUs IBEHWUIBHOIO MOnMno3a 3akyaeTcs
B conytcTBytowem NMMK ¢ mutpansHOM peryprutaumen
M gunataumern aopTbl B OOMOJSIHEHME K XENyoo4HO-KU-
LUEYHbIM raMapToOMaTO3HbIM NMonvnam. TeneaHrnakrasmm
He BbiIBNATCS. MokasaHo, YTO ranjoHefoCTaTOYHOCTb
reHa SMAD4, virpatowias onpeneneHHyio ponb B TGF-f1-
CUrHanNuHre, ABNSIeTCS BEPOSITHOM NPUYNHOM aopTonaTnumn
1 oMCcOYHKUMM MuTpanbHoro knanana [120], yto genaet
370 3ab0oneBaHne Cxoxum c nposieneHnamm CM (154700)
n NAC (609192).

CuHAapoOM apTepuanbHOW u3BUAUCTOCTM (arterial
tortuosity syndrome) — penkoe AP-3abonesaHue coenu-
HUTENIbHON TKaHW, XapakTepm3yloLeecs PacnpoCTpPaHeH-
HOW 1 BbIP@XXEHHO N3BUNCTOCTbIO, YAJIMHEHMEM, YaCTbl-
MU CTEHO3aMM, CErMEHTAPHOM COCYAMCTON rMnoniasven,
aHeBpM3MaMm aopTbl N apTepuin cpeaHero pa3mepa [121].
3avacTylo BOBNIEKAIOTCS KOCTHAs cuctema 1 koxa. B oc-
HOBE FeHeTU4eckoro aedekTa EXUT rOMO3UroTHOE 1N
COYETAHHOE reTepo3MroTHOE HOCUTENbCTBO MyTauMi B
reHe SLC2A10, xOTOpbIA KOOMpyeT TpaHCMeMOpaHHbI
6enok 10-ro Tuna (GLUT10), 4To NnpnBOOAUT K HEOOCTATKY
nepeHocyuka rawkossl [122, 123], n Takke paccmarpu-
BAETCH B KOHTEKCTE Pa3BUTUS UHCYJIMHOPE3UCTEHTHOCTH
[124, 125]. XapakTepusyeTcs HapyLlueHnem mopdoreHesa
apTepuii BCNEACTBNE HAPYLUEHUS YNPYrMX 31aCTU4eCcKmx
BOJIOKOH [123]. BONbLWMHCTBO NauneHToOB yMUpaeT B MNa-
LEeHYeCcTBe, OAHAKO Te, KOTOPbIE OOXMBAIOT A0 B3POCOro
BO3pacTa, Y4yBCTBYIOT cebs xopoLuo [126].

Anepca - JaHno cuHapom, cocyaucTbivi Tun (VEDS
IV Tuna) o6ycnosneH mytauusamm B reHe COL3AT1, koaou-
pytowem konnareH Tuna lll [39]. AmnarHo3 yctaHaBnvBaeT-
C$1 HA OCHOBaHUN KIIMHNYECKUX MPU3HAKOB, HEMHBA3MBHOM
BU3yann3aumm n naeHTndunkaumm Mytaumm B reHe. Xapak-
TepuayeTtca cnaboCTbio COCYA0B U TKaHel. XapakTepHbl-
MW BHELLHMMM nNpu3Hakamu, oTnndaowmmn vEDS ot CM,
ABNSIOTCS MPOCBEYMBAIOLLASCS KOXa, JIerkoe nosiBieHne
CUHSIKOB, AmMcTpoduyeckoe pybLeBaHMe 1 npenpacrno-
JIOKEHHOCTb K pa3pbiBaM KMLLEYHMKA U MaTK1 (BO BPEMS
GepemMeHHOCTH). Kak npaBuio, pacc/iioeHne unn paspbis
BO3HMKAIOT B apTepusix CpeaHero pasmepa, Xots nHorga B
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9TOT NMPOLLECC BOBMAEKAETCS Takxke aopTta. lNpeapacnono-
XXEHHOCTM K MOPaXEeHU0 KOPHS aopTbl He HabnogaeTcs.
[MprMmepHO NOOBMHA aHEBPU3M 1 PACCIIOEHN BO3HUKAET
B apTepusix rpyaHOro unm 6pioLLIHOro OTAeNa; apTepun ro-
JI0BbI, LLIEN U KOHEYHOCTEN BoBnekatoTcs pexe [127]. Co-
ob6uwaetcs 0 GOPMMPOBAHUM MELLIOTHATLIX aHEBPU3M. Tpu
apyrux peakmx tuna EDS cBs3aHbl ¢ COCYyAMCTbIMU NPO-
6nemamu. Kudpockonmotmieckmin Tun (paHee — EDS Tun
VI) xapakTepusyeTtcs kndpockonnmosom, F'MC n MbileyHom
runotoHuein. JaHHoe AP-3aboneBaHne 06yCnoBeHO Ha-
pyLIeHNAMU GEPMEHTATMBHON aKTUBHOCTU N3UNTULPOK-
cunasbl, kKogupyemown reHom PLOD1 [128]. HabnopatoT-
Ce amnartauus unm paccrioeHne aopThl, paspbiB apTepuin
cpenHero pasmepa. MNpoaomKUTENBHOCTb XU3HU 3HAYU-
TenbHO cokpatleHa (50 %-Has CMepTHOCTb MO AOCTUXe-
HUK BOo3pacTa 48 neT) n3-3a CNOHTaHHbIX Pa3PbIBOB BHY-
TPEHHMX OPraHoOB N KPOBEHOCHLIX COCYA,0B.

CvHAPOM MYNbTUCUCTEMHOM ANCOYHKUUUN rNaaKkon
MycCKynaTtypbl. Y naumeHtoB B Bo3pacte 11-24 net onu-
CaHbl de Novo reTepo3nroTHble MUCCEHC-MYTaLMK B reHe
ACTA2, xoTopble MOryT BbI3biBaTb AMCOYHKLMIO KIIETOK
rnagKow MyckynaTypbl BO BCEM Tesie. 9TO NpuBoauT k 6onee
TSXKENbBIM MO TEYEHMIO COCYANCTBLIM 3260NEBAHMAM C BbICO-
KO NEeHEeTPaHTHOCTLIO, KOTOPbIe BKtoYatoT APITA, OTKPbITbIN
aopTabHbIN MPOTOK, CTEHO3 1 pacLUMpPEHME COCYO0B rO10B-
HOro M03ra, rmnepaxoreHHOCTb NePUBEHTPUKYASIPHOIO 6e-
JI0ro BellecTBa ronoBHOro Mosra Ha MPT, nero4nyto runep-
TEH3MI0, a Takke OUKCMPOBAHHbIE PACLUMPEHHbIE 3PayKu,
rMNOTOHMIO MOYEBOrO My3bIPsi, HE3ABEPLUEHHbIA MOBOPOT
(ManbpoTaums) 1 rMnonepuCTanbTUKy kuwwedHuka [40].

HacnepcrtBeHHass remopparuvyeckas TeneaHru-
akTasusa, Tun 1 (6one3nb Panpio — Ocnepa — Bebepa,
remMopparvyeckmini aHrMoMaTo3) — HacNeACTBEHHOoe 3a-
6onesaHue (1:5000), B OCHOBE KOTOPOrO JIEXMUT HEMOJIHO-
LLEHHOCTb COCYAMCTOr0 3HAOTENUs. | TUN reHeTu4yeckom
6onesHu accouuupyeTcsa ¢ Mmytaumein B reHe ENG, pac-
nonoxeHHom B nokyce 9q 33-11, kogmpylowem TpaHc-
MemOpaHHbIl rnnkonpoTtenH, Tun | (CD105). XapakTepHa
Knaccuyeckasa Tpuaga npu3HakoB: 1 — cocyamcTble pac-
LMPEHUs B BUOE TeNeaHrnakTasmm KOXHbIX MOKPOBOB U
BUCLIepasibHble COCYAUCTbIE aHOManuu (aHrMOMbI, ap-
TEPNO-BEHO3HbIE AHEBPU3MbI, LLUYHTbI B JIEFKMX, NEYEHU,
rOJIOBHOM MO3re U T. 4.); 2 — remMopparnyeckmin gnates
(npexae BCero NOBTOPHbIE HOCOBbIE KPOBOTEYEHUS); 3 —
Al-Tun HacnenoBaHus. Ha pasHbix yHacTkax KOXu U Cin-
31CTbIX 060104Kax ryd, pTa, BO BHYTPEHHMX opraHax 06-
pPasyloTCs MHOXECTBEHHbIE @HIMOMbI 1 TeNIeaHrMakTa3mm
(aHOManuu CoCyaoB), KOTOPbIE MOMYT COMPOBOXAATHCSH
KU3HEYrpoXaloLMMM KPOBOTEYEHNSIMU. AHOMann uepe-
OpanbHbIX cocynoB obHapyxuBaioTcs B 5-10 % cnyyaes
B BMOE aQHITMOM, apTEPUOBEHO3HbLIX COYCTUI, aHEBPU3M.
CnyuaeB ocTpbIx PA He onucaHo. Owmnbkuy B AMarHoCTuke
aToro 3aboneraHus moryt gocturate 50-75 % [129].

AHeBpu3ma OpiowHou aopTtbl (ABA). PaccmaTpu-
BaeTCH B JAHHOM pasfernie B CBA3U C BO3MOXHbIM MeTax-
POHHbLIM MOPaXeHNEM — Pa3BUTMEM aHEBPU3MbI FPYOHOIO
otoena B 20 % cnyyaeB [130]. B TMNmyHbIX Cnyyasx BO-
BrekaeTcs OpioLLHAg aopTa HUXKE OTXOXOEHUS MOYEYHbIX
apTepuin. AccoummpyeTcs ¢ aTepoCKepo30M, NMpu KOTo-
pOM, Kak nMpaBwuio, OTCYTCTBYET MeauanbHasa gereHepa-
umsa, Habnogaemas npu HacneacTBeHHbix APFA 1 CM.
BcTpeyaeTcs B OCHOBHOM Y NMOXWJIbIX MYyX4UH. CemeriHas
arperaumsa ABA XopoLlo N3BecTHa y POLACTBEHHMKOB Nep-
BOW CTeNeHn — B ABEHAALATb Pa3 MNOBbILLEHHbIN PUCK pas-
BuTna ABA [131]. BbiSIBNEHbl €ANHNYHbIE HYKIEOTUAHbIE
nonMopdu3Mbl Ha NOKYCax, YBENNYMBAIOLLME PUCK pa3-
BuTUSA ABA, MeHaeneBckue reHbl He ycTtaHoBfeHbl [132].

ABycTBOopuaThii (OuMKycnuaanbHblii) aopTaib-
Hblli knanaH 6e3 kansundukauum (AAK) B netckom
M IOHOLLEeCKOM BO3pacTe, Kak npaBuio, He NposiBNSeTCH
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kKnuHnyeckn. OgHako B AMHAMUKE K TpeTbein — 4yeTBep-
TOM [ekagam XM3HM 3akaH4ymBaeTcs (GOopMUpPOBaHUEM
KanbundUUMpyoLLEro cCTeHO3a aopTbl. PUCK paccnoeHus
aopTbl B 9 paa BhllLEe, YEM Y MALMEHTOB C TPEXCTBOPYATHIM
aopTasbHbIM KilanaHoM.

PacwwupeHnue aopTbl npu OAK BCcTpeyaeTcs B ntob6oM
Bo3pacTe. PacnpocTtpaHeHHocTb JAK cocTtaBnsiet 1-2 %
B nonynauumn [133, 134, 135], 3HaunTeNbHO YBENNYMBASICb
00 2-9 % npwu paccedyeHnn aoptbl TMna A n 3 % — npu PA
Tnna B [136]. C y4eToM BbICOKOW pacnpoCTpaHEeHHOCTU
OAK (Tabn. 13) Habnogaembix Cny4aes ANCCEKLMN a0PThbI
3HaUMTENbHO BonbLue, 4em npu CM [136].

Tabvuya 13
CpaBHUTeJIbHasA XxapaKTepucTuka KJIMHN4ecKkom
mMaHudecTaumm nopaxeHnin aopTbl y NaLmMeHTosB
c cuHapomom MapdaHa n gBycTBOpYaTbhIM
aopTasibHbIM K/1arnaHoOM

PacnpocTpa- BeposTHOCTb
3abonesanue HEHHOCTb anccekumm
CuHapom Mapdana | 0,01 % (1:10 000) 40 %
[BycTBOpYaTHIN 1-2 % 5%
aopTanbHbIN KnanaH

Mopopo6Hoe onuvcaHve aopTonaTuy, acCoUMMPOBaH-
Homn ¢ JAK, npeactaBneHo B rnaee 3.

2.8.1.2. HecungpomHbie dpopmbl APTA

JaHHbin pa3gen npencTtaBfieH HeOaBHO OTKPbIThbI-
MW MYTaUMSIMUN B F€Hax, OTBETCTBEHHbIX 3@ KOMIMOHEHTbI
COKpPATUTENIbHOIO annapata r1agKoMblLUEeYHbIX KIeTOK
(FMK) aopTsl.

CemeviHaa ATA (AAT6). [eTepo3unroTHble MyTaumm
B reHe ACTA2, kogupytoweM o-aktnH MK aopTbl, pas-
BuTME AIA coyeTaeTCq C OTKPbITbIM apTepuasibHbIM Mpo-
ToKkOoM (OAI), pexe — ¢ JAK 1 [ONONHUTENBHO NPOSBAS-
eTcs TakuMn cuMnToMamm, Kak cetyatoe nmeeno (livedo
reticularis) n donokkynbl pagyxkun. Mytauun ACTAZ aBns-
IOTCS CaMOli 4acTOl NPUYMHOM OCTPON AMCCEKLMN aop-
Tbl — 14 % Bcex cnyyaeB fTAAD [84]. Inccekums BO3MOX-
Ha Npu guameTpe KOPHHA aopThbl B 4,5 CM. TedeHne meHee
arpeccuBHoe, Yyem npu JIAC (go 67 net). MNoBbIWEH pMCK
OpYrvx paHHMX Kapano- 1 uepebpoBackyspHbIX COObITUI
(paHHMEe NopaxeHus KOPOHAPHLIX apTepuin C PasBUTUEM
MBC, nwemmnyeckne NHCynbTbl U aHEBPU3MbI COCYA0B ro-
noBsHoro mo3sra) [85]. bonesHb «mosimos» (# 614042) npu
ACTA2-myTaumax npeanonaraeTt peakuin LepebpoBacky-
NIPHbIA CUHAPOM, XapakTepu3ylowmncsa OBYCTOPOHHEN
NPOrpeccupytoLLeli OKKIIO3Nen UM CTEHO30M TepMU-
HabHbIX BETBEN BHYTPEHHMX COHHbIX apTepu, BeayLuen
K GOpMNPOBaHNIO CETU KonnaTepasbHblX (4ONOAHUTENb-
HbIX) COCY[0B Ha OCHOBaHWK MO3ra (spkasi OTIMYnTENb-
Has yepTa 3abonesaHus) [10, 43, 84, 85]. OTmeuvaeTcs
3HAYNTENbHO MOBbILEHHbIA PUCK paccnoeHns AlA npu
MUHNUMaJTbHbIX U3MEHEHUSX a0PTbl Y 6E€PEMEHHBIX.

CemeitHaa ATA (AAT4) Bbi3BaHa retepo3mMroTHbIMU
MyTaumsimu B reHe MYH11, koampytoLem 6enok TsaxesblxX
uenen mmosmHa 11 TMK. ¢BnseTtcsa rnaBHbIM COKpaTu-
TenbHbIM 6enkom, npogyumpyembiM B TMK. AHeBpuama
KOPHS aopThl 4acTo accouumpoBaHa ¢ OAll; pacceyeHne
HabnogaeTcs HevacTo [63, 67]. Peako, HO MoryT oTme-
4yaTbCsl aHeBpM3Ma M PaCCeYEeHME HUCXOASLIEN aopThl,
NHTPaKpaHnasbHble aHEBPU3Mbl COHHbIX apTEPUI, PaHHee
Hayano MIBC, obnuTtepupytoLLero aHagaptTepumta nepude-
pUYECKMX COCYAOB, MHCYNbTOB. OTMEYaeTCsa CeMelHbIN
aHaMHEe3 BHEe3anHOM CMEepTUN YXE Ha YEeTBEPTOM AEeCATU-
netum xum3Hn. Cneunduryeckoro GeHoTmMna He onucaHo.

CemetiHaga ArA (AAT7). MyTtauuu B reHe, KOAUPYIO-
LWeM KMHa3y, KOHTPONMPYIOLLYIO KOHTPAKTUIIbHYIO DYHK-
umio nerkmx uenen mmosmHa MK (myosin light chain
kinase, MYLK) Ha xpomocome 3g21, MOryT Bbi3biBaTh ANC-
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cekumio aopTbl 6€3 GoOpPMNPOBAHUS NEPBUYHON aHEBPU3-
Mbl [64].

TGF-p1-3aBucumMmbie Backynonatum. MyTtauum B
peuentopax TGFBR 1 (AAT5, /14C 1) n TGFBR 2 (AATS3,
NAOC 2) moryT Bbi3biBaTb NaTONOMMIO, OrPaAHNUYEHHYO MPOo-
ABNEHNSMN B aopTe. BMecTo pas3BuTua KIacCUYeCcKux
cuHapomMasbHbix ocobeHHocTen JIAC mMoxeT oTMevaTbes
mMarkmii npoduns (deHotun) JIAC [137]. CywecTByeT NoBbI-
LIEHHbBIN PUCK aHEBPU3M U PACC/IOEHUI OPYrX COCYa0B, B
TOM YMCIe aHEBPM3M COCYZIOB FOJIOBHOIMO MO3ra, 0COOEHHO
B Cnydae myTaumii B peuentopax TGFBR 2-ro Tuna (JIAC 2).

Cewmerinasa AT A (AAT8) accoummnpyeTcs C reTeposnroT-
HbIMW MUCCEHC-MyTaumamMn B reHe PRKG1, koampylowem
urMd-3aBrcUMbIE PErynsaToOpHbIe NPOTENHKMHA3bL! Tuna |
(PRKG/PRKG1B) [138]. MNpoTenHKMHa3bl NrpatT BaXKHYIO
ponb B penakcauum rnagkux Mblllil, COCyAoB (YMeHbLUe-
HUW KOHTPaKTU/IbHbIX CBOMCTB cocyaucTbix TMK) n nHrun-
6upoBaHumn arperaumm TpomboumToB [139]. KnuHuyeckn
nposiBnsitoTca HacneacTBeHHbIM1 APIA 06oux TMnoB — A n
B ¢ Ad-Tunom HacnepoBaHus. PaccnoeHve aopTbl MOXET
NPOV30NTN BO BTOPOM AECATUNETUM XU3HU. [posiBngeTca
BHE3anHom cmepTbio B Bo3pacTe 17-18 net (no 37-45 ner)
O[MHAKOBO KakK Y XXEHLLMH, Tak 1 My>X4nH. CO CTOPOHbI cep-
OE4YHO-COCYanCTON CUCTEMbI PEOKO, HO MOryT OTMeYaTb-
CH V3BUTOCTb FPYyOHOW a0pTbl, aHEBPU3Mbl KOPOHAPHbIX
apTepuii 1 UX paccedyeHne, aHeBpu3amMa MexnpencepaHomn
neperopoakn. Bo3aMoXHbI METaxXPOHHbLIE MOPaXeHNs/aHeB-
pu3ambl BpIOLLHON aopTel. HeyacTo, HO oTMevaloTCs Lepe-
OpoBackynspHble 3a60neBaHNs MasbIX COCYA0B.

CewmeiiHaa ATA (AAT9) obGycnoBneHa retepo3uroT-
HbIMW MyTauusaMn B reHe MFAPS, KoompylowemM MUKpo-
dnbpUN-accoUMMPOBaHHbIA raMkonpoTenH 2 (microfib-
ril-associated glycoprotein 2; MAGP2). 9Bnsietca Kom-
MOHEHTOM  3JTaCTUH-ACCOUMMPOBAHHbIX  (PUBPUNNINH-
cogepxawmx) mukpodpubpun BKM [66]. Koaompyembii
6enoK crnocobCcTBYET NPUKPENSIEHMIO KIIETOK K MUKPOdU-
Opunam 4epesd anbda-V-6era-3-uHTerpuH. MopaxeHune
aopThl Halle OrpaHNYMBaeTCs paclumpeHnem nnv GopmMmm-
pOBaHMEM aHEBPU3MbI, ANCCEKLMS Pa3BMUBAETCS PEaKo.
Y HEeKOTOpbIX NALMEHTOB OTMEYaETCH Nponianc MnuTpanb-
HOro knanaHa, passutne GubpunaauuM npencepoun.
HevacTo, HO MOryT NPOABAATLCA HEHOTUNMUYECKME NPU-
3HAKM KOCTHO-CKENIeTHbIX aHOManuii B BUAE BPOXOEH-
HOW pedopmauum rpyaHon knetkm (pectus excavatum/
carinatum), apaxHO4aKTUIMM, apPKOBUOHOIO Heba.

KJIKOYEBbIE NMOJIOXKEHUSA

B nddepeHunanbHblii  ANarHO3 OCHOBLIBAETCH B
NMepBYyIO O4epeb Ha UCKIIIOHYEHUM N3BECTHbIX FreHeTu4ye-
CKMX CUHAPOMOB C MOCAEAYIOLWMM FeHEeTU4ECKMM KOH-
CynbTUpOBaHMEM U o06cnegoBaHMEM pPOOCTBEHHUKOB
NnepBon NMNHUN.

® Ocoboe 3HayeHue crneanyeT npuaaeatb cneunounye-
CKMM KJIMHNKO-DEHOTUMMHYECKUM MPOSIBIIEHNSAM, NMPeano-
naraloLlmM puUcK AMCCEKUMN aopTbl 6e3 dopmMmpoBaHns
NepBMYHON aHEBPU3MbI, PaHHUX LLepebpOoBaCKyNSPHBbIX
3aboneBaHuUN.

2.8.2. AnddepeHumnanbHaa AMarHoCTmka ocTpo-
ro aoptasnbHOro cCMHgpoma

[0 30 % naumeHTOB C OCTpbIM PA nocTynaioT ¢ opyrum
OVArHo30M. YBENMYEeHME LLAHCOB Ha CBOEBPEMEHHYIO
AnarHocTtuky Bcex OAC npegnonaraet NpUHATUE BO BHU-
MaHue COoYeTaHUsl A0TEeCTOBbIX BEPOATHOCTEN (Tadbn. 14,
15), BKIOYAOLWNX KIIMHUYECKME AaHHble, nabopaTtopHbie
1 BU3yanu3npyloLLme nccneaoBaHus.

[Mpn noBbILLEHHOM ypoBHe D-anmepa nogo3peHune Ha
PA Bo3pacTtaeT [88, 90]. Kak npaBuno, ypoBeHb D-aumepa
cpasy O4YeHb BbICOKMI MO CPaBHEHWIO C Apyrumun 3abo-
NIeBaHUSAMU, NMPU KOTOPbIX YpOBeHb D-gvmepa noBbiwa-
eTcsa nocteneHHo. D-gumep ob6namaet camMoit BbICOKOM
ONarHOCTMYECKON LIEHHOCTbIO B TEYEeHMe MepBoro 4aca

[88, 90]. Ecnu D-gmmep oTpuuaTenbHbIi, NO-NPEXHEMY
LOJIKHA COXPaHATLCS MOBbILLEHHAs HACTOPOXEHHOCTb B
oTHoweHunn Hann4na UMI™ v MAA.

Tabnuua 14

KnuHnyeckune paHHble, nonesHble
(vcnonb3yowmecs) ang anpuopHoi oueHkn OAC

Ha (unu apyrue 3a-
6oneBaHuss coeau-
HUTENbHOWN TKaHWU)

= CeMelHbIN aHaM-
He3 3aboneBaHuii

aopThl
" paHee  uM3BeCT-
HbI MOpPOK aop-
TanbHOro KnanaHa
" paHee Wu3BecCT-
Has ATA

= NpealWecTByO-
wme BO34ENCTBUS

Xapaktepu-
ycnosus CTVKM 60nM pi%”K%BSSMBg'é:gﬁggg_
BbICOKOIro pucka BbICOKOIO BAHIN
pucka
= CuHapoM Mapda- |= Bonb B rpy-|= lMpusHakn aedu-

AW, CMIHE UNun
6onn B XUBO-
Te, onucbiBae-
Mble O4HOM 13
cnepyrowmx
XapakTepu-
CTUK:

— peskoe Ha-
yano,

—6onbwasa
MHTEHCUB-
HOCTb,

— pa3pbiBato-

umMta nepdysunn

= neduumT nynbca

= pasHula CUCTONn-
yeckoro Al

= JIOKasibHbI HEBPO-
norunyeckuin  pedu-
uMT (B COYeTaHuu C
60nbt0)

= ANACTONIMYECKNN
WwyMm Ha aopTte (Bnep-
Bble MOSIBUBLUNIACS U
coyeTatowmiics ¢ 6o-
NeBbIM CUHAPOMOM)

Ha aopTy (B TOM |LMI XapaKTep |=* FMMNOTOHUSA nnm
yncne  onepauuu LWOK
Ha cepaue)

Ana pnddepeHunansHOM ANarHOCTUKN UK BbisiBIe-
HUS OCNOXHEHUIA TpebyeTcs NpoBeaeHe nabopaTopHbIX
ncecnenoBaHuin, nepedncerHbix B Tabnuue 15.

Tabnvuya 15
JNaGopaTopHbie uccnenoBaHus,
Heo6xoaumMbie nNpu ocTpom PA

NabopaTopHble
TecTbi BbisiBneHne npnsHakos

Konuyectso MoTeps KpoBM, KpOBOTEYEHUE,

SpUTPOLINTOB aHeMus

Konunyectso NHdekumnsa, Bocnanerune (CCBO)

NenNKouMTOB

C-peaKTuBHbIN BocnanuTtenbHbIli oTBET

6enok

MpokanbunTo- AnddepeHunanbHasa anarHocTuka

HWHOBbIN TEeCT mexay CCBO mn cencucom

KoK Penepdy3noHHoe noBpexaeHune,
pabaommonus

TponoHuH 1 Nwemnsa Mnokapaa, MHGapKkT

v T MUokapaa

D-anmep PA, TpomM603Mb60nMsA neroyHom
aptepun, Tpom603

KpeaTuHUH [MoyeyHass HeAOCTaTOYHOCTb
(cyuwiecTBytoLas nan pa3BnBaoLLasncs)

ACT / ANT Mwemuns nevyeHn, nopaxeHne rnevyeHun

NakTaTt NweMuna kmweyHuka,
MeTabonnyeckme HapyLeHus

ntoko3a CaxapHbi gnabet

[a3bl KpoBYU MeTabonuueckme HapyLlleHus,
HacblWEeHNe KUCI0pPOoA0oM

lMpumeyarHne: CCBO — CMHAPOM CUCTEMHOIO BOCMANUTEb-
Horo oteeTa; PA — paccnoeHne aopThl.

Tak kak PA nopaxaeT cpeaHtoto 0605104Ky CTEHKM aop-
Thl, ObIM NPEensoXeHbl HECKONMbKO OMOMapKepoB, CBS-
3aHHbIX C TPaBMoW aHaoTenms cocynos wim FMK (Mr1o3unH
rnagkmx Mbllll), COCYAMCTOr0 MHTEPCTULMS (KaNbMOHWH,
MaTpPUKCHbIE MeTannonpoTenHasbl 8), anacTnyeckuii na-
MWH aopTbl (pacTBOPUMbIE pparMeHTbl 31acCTUHA) U Npu-
3HakM BocnaneHus (TeHacumH-C) mnm Tpomb03a, KOTO-
pble B HACTOSILLLEE BPEMS N3YHAIOTCS, HO ELLLE HE BOLLN B
peanbHyo KNMHUYECKYo npakTuky [88, 89].

AwvarHocTunyeckasa Busyanusaumsa npu octpom PA

KT, MPT n YN3xoKlI ognHakoBO HageXHbl Ojs nojg-
TBEPXOEHUS WM UCKIOYEHUS AmarHosa ocTporo PA
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[140]. OpHako npoBepeHve KT u MPT ponxHO o6cyx-
patbca npexae YrNaxoKr ana oueHkn pacnpocTpaHeHus
ocTporo PA n BoBne4YyeHUs BETBEN aopThbl, a Takxke Oas
anarHoctukm UMM, MAA v TMA [141, 142]. B cBoto o4ve-
peaob, YMN3xoKI ¢ wucnonb3oBaHvem ponnneporpadum
obnapgaet NPenMyLLLECTBOM MPU OLEHKE KPOBOTOKAa 4e-
pe3 deHecTpaumm n ONpeaeneHnn KX PacronoXeHUs.
YMNoxoKIr moxeT npencTtaBnsiTb OOMbLUOA MHTEPEC Y
0O4Y€eHb HECTABUSbHBIX NALMEHTOB U MOXET ObITb NCMOJSb-
30BaHa 418 KOHTPONA 32 UIBMEHEHUSIMUN KakK MHTpaonepa-
LIMOHHO, TaK 1 B NOCNeonepaLoHHOM NEPUOAE B OTAENE-
HUU UHTEHCMBHOW Tepanun [143].

KJTFOYEBbDIE MOJIOXKEHUA

® OCHOBHOW LIe/Iblo BU3yanu3aummn npu octpom PA gaB-
NIeTCs KOMIMJIEKCHAs OLEeHKka BCEN aopTbl, B TOM 4ucCie
anamMmeTpoB, GOPMbl a0pPThl U PacnpPOCTPaHEHNS Paccro-
€HUs1, BOBJIEYEHUNS B MPOLLECC PACCIIOEHNS KOPHS a0pThl,
OTHOLUEHUS C NPpUNeXaLmuMm CTPYKTYpPaMu 1 Hanmn4yms BHy-
TpPUCTEHOYHOro Tpom603a [90, 144]. JonoAHUTENBHO He-
06xoanmo BbISBUTL conyTcTeyowme UM, MNMAA v Boene-
YyeHue B aHEBPU3MATNYECKOE MOPaXeHEe BETBEN a0pThl.

2.9. OueHkKa pucka v NporHo3

2.9.1. EcTecTBEeHHOE TeueHune

HopmanbHble anamMeTpbl BOCXOASALLEro oTaena aopThl
no pesynbtatam MCKT wn peHntreHorpadpum OrK npea-
cTaBfeHbl B Tabnuue 16 [145].

Tabnnuya 16
Pasamepbl KOPHSA U BOCXOAALLEr0
oTaena aopTbli B HOpMe

MpaHuubl | CTaHgapTHoe Tun
Otaen CPEAHUX | OTKMOHEHWE | |\ qonq.
aopThbl 3HauYeHUR, | OT cpeaHero, BaHvﬂa

M cMm

KopeHb aopThl -

Kopene aop 3,50-3,72 0,38 KT

KopeHb aopThl -

(MY>XUMHbI) 3,63-3,91 0,38 KT

Bocxoasuwas

aopta -

(MY>XUuHbI, 2,86 o

KEHLLWHbI)

lMpumeyvaHne: KT — komnbioTepHas Tomorpadus; POIK —
pPeHTreHorpadmsa OpraHoB rpyaHON KNETKN.

B TeyeHune Xxm3HmM yenoseka OMamMeTp aopTbl NOCTe-
NeHHO yBenuumeaeTca co ckopoctbio 0,12-0,29 mm B
rog [146]. Oxumnpgaemoe B HOPME pacLUMpeHne aopTbl CO-
ctasnsiet okono 0,9 MM y My>unH 1 0,7 MM y XEHLLMH Ha
Kaxgoe AgecatuneTtme Xxusnu [56]. MegneHHsbiii, HO Npo-
rpeccupylowmin npouecc gunaraumm aopTbl CHUTAETCS
CNeACTBMEM CTapeHUusi, CBsI3aHHbIM C 60Jiee BbICOKMM
KO3 DUUMEHTOM COOTHOLUEHUS KOAreHa K asiacTuHy,
Hapsay C MOBbILLIEHMEM XECTKOCTN COCYA0B, AABJIEHNSA U
nynbca [53, 147]. JONONHNTENBHO CYLLECTBYET 3aBUCU-
MOCTb OT nona (AMamMeTp aopTbl > Y MYX4YMH), OOHAKO C
BO3PACTOM Pa3/inyns HUBEJIMPYIOTCS.

Mpu n3amepeHun apyrux (6pPIOLIHOro) OTAEN0B aop-
Tbl Pa3N4nd, CBA3aHHbIE C NOJIOM, HUBEJIMPYIOTCS, €CNu
yunTbiBaetcs MNMT.

JlumnTnpoBaHHble GU3MYECKME Harpy3ku UMeoT
NINLWb OrpaHnUYeHHOoe BMsHME Ha GU3nonornyeckoe pe-
MozennpoBaHune (pacwmpeHne) KA — BepxHui npenen
(99-11 npoueHTUNb) 3HAYeHW aOMamMeTpa COCTaBnseT
40 MM y MYXUUH 1 34 MM Y XeHLUMH [148].

2.9.2. CkoOpoCTb nNpoOrpeccupoBaHuUsi Hacnen-
CcTBEHHbIX AlA

CewmeiiHble (HecuHppomHbie) ATA pacTyT GbicTpee,
4yeM fereHepaTvBHble GOPMbI — CO CKOPOCTbIO A0 2,1 MM/
ron, (06LLme AaHHbIe OJ19 aHEBPU3M BOCXOASLLEN N HUCXOLS -
e rpyaHOM a0pThl); TEMMbI POCTA «Cnopaanyeckmnx» Gopm
ATAmoryT coctaBnate 0o 3 mm/roa. Mpu JAK ckopocTb pac-
LIMpeHnst aopTbl cocTaBnsaeT npumepHo 0,5 mm/roa [149].
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Temnbl pocTa CUHAPOMHbIX dopm AlA pasnnyHbl:
npn CM B cpegHem cocTtaensioT 0,5-1 mm/roa, npu JIAC
MOryT cocTaBnsaTb 6onee yem 10 Mm/rog (CMepTb HaCcTy-
naet B cpeaHeM B 26 net) [149, 150, 151, 152].

Temnbl pocTa aHEeBpPU3M HUCXOASLLEA aopTbl
ObicTpee — 0o 3 mMm/roa, Yyem Bocxoasuweinn — 1 mm/rog,
[153]. CpenHsAs CKOPOCTb pOCTa aHEBPU3M AUCTaNbHbIX
OTAENOB HUCXOSLLEN aopThl MOCAE XMPYPrn4ecKom Kop-
pexumn AoK 1 npokcrmManbHOM aopTel y naumeHToB ¢ CM
cocTtasnset 0,58+0,5 mm/roa. Auccekumm, HEOTNOXHbIE
BMELLATENbCTBA M apTepuanbHas runepteH3unsa npu CM
accoummpytoTcst ¢ 60bLWLMM ANaMeTPOM ANCTasbHbIX OT-
[eNoB aopThl B OTAANIEHHBIE CPOKM U C Bonee 3HaumTesb-
HOW CKOPOCTbIO PaCLUMPEHUST a0PThl B TEYEHNE BPEMEHU
[154].

2.9.3. Puck paccnoeHust aopThbl

AHeBpu3ma aopTbl 0ObIYHO MPEALECTBYET €€ pac-
cnoeHunio. B 60MbLUNMHCTBE Cly4aeB pUCK pa3pbiBa aop-
Thl YBENVNYMBAETCS NMPU MAKCUMaibHbIX pasMepax aopThbl
okos0 55 mm [10]. OgHako, no gaHHbiM IRAD, noutn 60 %
PA BocxogsiLier aopTbl NPOMCXOAUT NPU ee anamMmeTpe
<55 MM — 0OLLLENPUHATOrO KPUTEPUS PacLUMPEHNS aop-
Tbl [15].

Mpu pereHepatuBHbIX Gpopmax AlA cyuiectByeT Obl-
CTpPbI POCT pucka PA nnv paspbiBa npu amamMmeTpe aopThbl
>60 MM ona Bocxoasuero otaena u >70 MM ans HACXO-
asuiero otgena aoptbl [155]. UHamBuayanbHbin puck PA
NPV MeHbLLEM AMaMETPE aoPTbl O4EHb HU3OK.

Puck PA HacnenctBeHHbIX AlA pe3ko Bo3pacTtaeT npu
avameTpe yxe <50 MM 1 npm TeMnax pocTa aHEBPU3MbI:

® (0,8 mm/roa, — npu cAPI'A (npyn CM);

® 1 mm/rog — npu HCAPTA (y nuy ¢ myTtaumen B
TGFBR2, MYH11, ACTA2) [63, 85, 156];

® 3,3 MMm/rof, — npu cnopaandeckon popme APTA.

Puck ocnoxHeHun AlA yCNOBHO MOXHO knaccudu-
LMpoBaTb Ha 3 KaTeropum Mo MHAOEKCY pasMepa aopThbl
(MPA), KOTOPbIN BbIYNCNAETCH Kak COOTHOLLUEHNE aname-
Tpa aopTbl K MMT (Tabn. 17).

Tabnnuya 17
KaTteropuu pucka APTA no uHaekcy pa3mepa aopTbl
oreropns | Ereroman [ ek
pucka OC/IOXXHEHUN
Hun3knin 4 % <2,75 cm/M?2
CpenHuii 8 % Mexay 2,75 n 4,25 cM/M?2
BbICOKUIA 20 % >4,25 cm/M2

MpumeyarHme. BepxHnii npegen Hopmbl VPA B 2,1 cm/m2
YCTaHOBJIEH HA YPOBHE aopTasibHOro CUHyCa.
CokpatyeHue: IPA — nnpoekc pasmepa aopTbl.

2.9.4. Puck conyTCTBYIOWMUX CepaevyHO-cocyamn-
CTbIX 3a6oneBaHui

Mpw pereHepaTnBHbIX Gopmax AlA CcyLecTBYET NOBbI-
LLEHHBIN PUCK CEPAEYHO-COCYANCTLIX COOLITUIA, B OCHOB-
HOM He CBSI3aHHbIX C aHEBPM3MOW, HO JOCTOBEPHO CBA3AH-
HbIX C 06LWMMK DakTOpaMu prcka (KypeHue, apTepuanbHas
rMNepTeH3us 1 Np.) 1 NATONOrM4ECKMMU COCTOSTHUSIMIA (Ha-
npumep, Bocnanenune) [157]. Y naunentos ¢ ABA 10-neT-
HUIA PUCK CMEPTHOCTWU OT NoBOoI CepAeYHO-COCYaANCTOMN
npuyrHbl (MHGAPKT MUOKapha, MHCYAbT) MOXET MNpeBbl-
LIaTb aCCOLMMPOBAHHYIO C aHEBPU3MOL CMepPTb 6ornee YeMm
B 15 pa3 [158]. [axe nocne yCnewHoro Xxmpyprmieckoro
neyeHuns AIF'A n/vnn ABA naumeHTbl OCTaloTCs B rpynne no-
BbILLIEHHOI O pUcka CepaeyHO-COCYANCTbIX COObITUA [157].

Mpwn HacneacTBeHHbIX dopmax AFA XOpoLwo chnaHn-
POBaHHbIX PAHAOMU3VPOBAHHbIX KIIMHUYECKMX UCTILITAHNIA
(PKW), HanpaBneHHbIX Ha n3yyeHne o6LIEero cepaeyHo-
COCYAMCTOro NPorHo3a, He NpoBoannock. TpebyeTcs Bbl-
noJsIHeHne oBLMX NpaBua 1 BpadyebHbIX MeEPONPUATUIA NO
BTOPMYHOM KapamoBackynapHom npodunaktuke APIA (cm.
pasnen 2.10), nommumo cneunduryeckon Tepanmm ArA.
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2.9.4.1. Puck accoumnpoBaHHOro nopaxxeHus ap-
TepuasnbHOro AepeBa

B0O3MOXHbI TaHAEMHbIE NMOPAXEHUS — aHEBPU3MbI Pa3-
JINYHBIX NloKanuaauuin Npun yxe nmetowenca ArA: c ysenn-
yeHueM pucka HabnogatoTcs ABA npnbnnantensHo B 12 %,
rofioBHOro mosra — B 9-14 % n nepmudepunyeckmx aptepumn
(NOAB3AOLLHbIX UM NOAKOMIEHHbIX) — B 5 % cnyyaes (AaH-
Hble NPUBAN3nTenbHbl) [61]. PUCK aHEBPU3M 1 pacCioeHNi
[pYyrnx cocyaoB, BK/lo4as MO3roBble apTepum, yBenmymBea-
etcs npu Hannimn TGFBR1/TGFBR2, SMAD3-myTtaunii.

Mpu nmetowerics ABA (B 60bLUMHCTBE ClyHaeB Y XeH-
LLMH Y MOXWJIbIX NINL) TaK)Ke OTMEYaTCH Kak CUHXPOHHbIE,
Tak U MEeTaxpOHHble (BO3HWUKAIOLLME YEPE3 MPOMEXYTKM
BpemeHun) Al'A — B 20-27 % [130], nepudepunyeckmne aHeB-
pu3Mbl (6egpeHHble nnn nogkoneHHsle) — B 14 % cnyyaes
[159, 160]; OAK n/van ero HeAOCTaTO4HOCTbL 3-1 cTene-
HU 1 6oNbLINIA pa3mMep Bocxoasuer aopTsl (8,0 % npoTtue
2,6 % cooTBeTCTBEHHO C 1 6e3 Hanuunsa ABA) [161].

2.9.4.2. Puck Hann4usa ceMenHbiX aopTonaTun

Mpwn HCAPTA npu cocTaBfeHNU CEMENHbIX POLOCOB-
HbIX TONbko B 19-21 % cnyyaeB y npobaHaa obHapyxunea-
I0TCS POACTBEHHUKM | niMHMKM/CcTenenn poacTtea [42, 151].

Mpwn cAPIA cemeiHas CBA3b C MOPaAXEHWEM aopThbl Y
POACTBEHHMKOB NEPBOWN NMHUK BCTPEYAETCHa C 4acToTOMn
00 50 %.

2.9.4.3. NporHo3. OcTpoe paccnoeHmne BOCXOAdLLEN
aopTbl COMPOBOXAAETCS BbICOKOM neTanbHOCTLIO — 40 %

B Hayane 3aboneBaHunsa. CMmepTHOCTb cocTaBnsieT 1-2 %
B 4acC OT Hayana CMMNTOMATUKN; IETANIbHOCTb B TEYEHNE
roga — 90 %. PaccnoeHue no Tuny A — SKCTPEHHAs XMpyp-
rmyeckas naronorus. KoHcepBaTMBHOE NeyYeHne conpo-
BOXAAETCHA NeTanbHOCTbIO 0k0n0 20 % B TeYEHMEe NepPBbIX
24 yacos, 30 % — B TedyeHune 48 yacoB OT Ha4yana NposiB-
nenus, 40 % — k 7-my aHo 1 50 % — K KOHUy 1-ro mecsua.

[axe ¢ xnpyprmyecknm ie4eHnemM 4actota CMepPTHO-
ctn gocturaet 10 % B TeyeHune 24 yacos, 13 % — B Teye-
Hue 7 gHel u okono 20 % — B TeveHue 30 gHen.

Oxnpaemas NpoAOIKUTENBHOCTb XU3HWU MPU CBOE-
BPEMEHHOW 1 MPABUJIbHOWN TakTUKE TIeYEHNS MOXET Npu-
OnnxaTbCs K CPeAHEnonynsLUMOHHOM.

KJIKOYEBDIE NMOJIOXKEHUSA

® B HacTosilee BpemMs OOCTyrneH Hebosbllor 06bemM
LAHHbIX O €CTECTBEHHOM TEYEHUN HOBbIX MONEKYSAPHbIX
HapyLeHni npu HCAPTA.

® [porpeccupoBaHne 3aboneBaHUs U PUCK BHe3ar-
HOro paspbiBa CTEHKM a0PTbl MPU HACNEOCTBEHHbIX aop-
TONATUSIX HAXOOUTCH B 3aBUCUMOCTM OT BUAA MyTaLUi 1
reHa, acCouMMPOBAHHOIO C aHEBPU3MOIA.

® OcTpoe paccnoeHne BOCXOAsLeln aopTbl CONPOBO-
XOAeTCs KpaHe BbICOKOW 1IETaNIbHOCTbIO.

2.10. NpodunakTuka u neyeHme

Mpwn BbisiBNeHUN AlA C LEeNbO OLLEHKN TSXECTU 1 MPO-
rHo3a 3ab0s1IeBaHMA PEKOMEHAYIOTCS O6LLME N JOMNOSHU-
TeNbHbIE MeponNpusaTUsS/uccnenoBaHns (tabn. 18).

Tabnvuya 18
OO6wue meponpuaTusa npu eoisenenun APTA [1]
PekomeHaaunm Knacc @ | YposeHb P
Mpu BbISBAEHUN aHEBPU3MbI aopThbl Nt060M Nokanusaunn pekomeHayetcs obcnenosaHme/oueHKa I C
BCEW aopTbl M aOPTasibHOrO KfanaHa B Hayane n B TeYeHne nocneaytouero nepnoga HabnoaeHns
MaumeHTbl C aHEBPU3MOM aopTbl MMEIOT NOBbIWEHHbIM pUck CC3: AONXKHbI 6blITb PAaCCMOTPEHbI Ila C
obwue npuHumnel npodpunaktTmkm CC3

MpumedaHme: @ — knacc pekomMeHJaumn; ° - yposeHb fokas3aTenbHOCTU.

Mpn Nogo3peHnn Ha HacNenCTBEHHbINM xapakTep AlA
pPEKOMEHI0BAHO:

1. BoinonHeHne 2D-3xoKI™ ¢ oueHKon anameTpa KOpHS
aopTbl (CMHYCcOoB BanbcanbBbl) 1 BOCXOASILLEN a0pThl, B CPaB-
HEHWM C COOTBETCTBYIOLLMMYK BO3PacTy HOMOrpamMmmamu,
MHOEKCMPOBaHHbLIMW NO nowaam nosepxHoctn tena (MMT),
oueHka cTpykTypbl AoK. lMpu nnoxon BM3yanu3aumm aopThbl
paccMoTpeTb BO3MOXHOCTb BbinonHeHus KT, MPT [105].

2. Buayanusauus Bcer aopTbl U/unu LepebpoBacky-
NAPHbIX apPTEPUIA NPU HANNYUX CEMENHOrO aHaMHe3a Co-
CYAMCTbIX 3a601eBaHNIA, B YACTHOCTW BOCXOASLLEN rpy.-
Holt aopThbl (cywecTByeT 10 %-Has BEPOSTHOCTb CKPbITOW
MHTpakpaHnanbHON aHEBPU3MbI).

3. Mpwn npegnonaraemom Hanniun TGFBR2-, TGFBR1 -
nanm SMAD3-myTaumin (B 4aCTHOCTU NOOO3PEHUM HA Ha-

nnune J1OC nan SMAD3-accoummpoBaHHOrO aHEBPUS3-
Ma-0CTeoapTpUT CUHAPOMA) B 00A3aTeNbHOM Mnopsiake
pPEKOMEHAYIOTCS BU3yann3aunsi MO3roBoro kposoobpa-
LEeHWNs1, HACXOoOsLLLEN TPYAHON 1 OPIOLWHOM aopThl, apTe-
puasibHbIX OTBETBNIEHNI OT A0PThI.

4. Y nvy, ¢ Hanmymem/npepgnonoxexHnem ACTAZ-
MyTauuMiA, KpOMEe BU3yanusaummn aopTbl, PEKOMEHOYETCH
BbinosnHeHne KT-aHrnorpadum cepaua n uepebpoBacky-
NAPHbIX N300PaAXKEHNIA C LENbIO OLLEHKN CEPLAEYHO-COCY-
OMCTbIX/UepebpoBackynspHbIx 3aboneBaHui.

2.10.1. Meauko-reHeTU4ECKOE KOHCYJIbTUPOBa-
HUue

CyLecTBYIOT PEKOMEHZAUMN N0 TFEHETUYECKOMY
CKPUHUHIY U TECTUPOBAHMIO NPU HACNEACTBEHHbIX aop-
Tonatuax (tabn. 19).

Tabnvuya 19
PekomeHaaumm no reHeTU4eCKOMY TECTUPOBaHUIO
npv 3abonesaHuax aopTbi [1]
PekoMeHaaLma Knacc 2| YposeHb P

Mpy NoAO3pEHMN Ha CUHAPOMHbIN XapakTep nopaxeHus aopTtbl (CAPTA) pekomeHayeTcs I A
NPOBOAUTbL CKPUHWHI POACTBEHHWKOB NEpBON NNHUKN (poanTenei, 6paTtbes n cectep, AeTen)
Ha npeaMmeT Hanuuuns ArA
PexomeHayeTcsa obcnenosaHne poaCTBEHHUKOB NEPBOM SIMHUK (POAUTENN U CUBANHIU) NauneHTa I Cc
c APTA ans vaeHTudUKaunm ceMeriHorm GopMbl, NPy KOTOPOW PUCK nepedayvn mMytauum/
3aboneBaHus B ceMbe cocTaBnseT 50 %
Mocne nosiBNeHNs cepbe3HOro NoAo3peHns Ha Hannume cemeriHon copmbl APIA pekoMeHayeTcs I Cc
HanpaBuUTb NauMeHTa K reHeTUKy AN 06cnefoBaHMs CEMbU M MONEKYNSPHbIX NCCeA0BaHUMN
MN3MeHUMBOCTbL BO3pacTa MosiBNIeHNs CUMNTOMaTUKK onpeaenseT npoBeAeHne CKpUHUHIa I C
Kaxable 5 neT y «340pOBbIX» POACTBEHHUKOB, BXOAALLMX B FPynmny pucka, A0 YCTAaHOBIEHUSA
WIN UCKTKOYEHNS ANArH03a Ha OCHOBaHUW KIMHUYECKUX UMW MOSIEKYNSIPHBIX NCCNeA0BaHUN
Mpu ceMenHbIX HCAPTA pomkeH 06CyXAaTbC CKPUHUHI B OTHOLLIEHUW aHEBPU3M He TOJIbKO ITa C
rPyAHOW aopTbl, HO M BCEN apTepuasibHOM cucTeMbl (B TOM YMCe MO3rOBbIX apTepuii)

MpumeyaHme: @ — Knacc pekomenaaumm; ® — ypoeeHb gokasaTenbHoCTu; He/c APTA — HECUHOPOMHbIE/CeMeHbIe aHEBPU3MbI 1

pPaccnoeHns rpyaHoOM aopThl.
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Bo3MoxHa npeHaTanbHas AMarHocTrka npu 6epemMeHHo-
CTM C NOBbILLIEHHBIM pUCKOM APTA, ecnu CyLLEeCTBYIOT aHaMm-
HecTU4Yeckne faHHble 06 MMEIOLLENCS NaToNornm B CEMbE.

CoBpeMEHHbIE UCCNEA0BaHUS MONEKYSPHbIX Mexa-
HM3mMOoB pa3euTnug CM HanpasBfieHbl HE TOMIbKO Ha yTO4-
HeHne obbema onepaTMBHOrO BMELLATENbCTBA, HO N Ha
NMOVCK HOBbIX PapMaKkoNOrM4ecKnx NOAX000B OS5l YMEHb-
LEHNS BbIPAXXEHHOCTU KIIMHNYECKMX CUMATOMOB.

2.10.2. Xupypruueckmne Bmelwuarenbcrea (npopu-
NaKTU4€CKN OPUEHTUPOBaHHbIE)

[MpodurnakTnyeckme MeponpuaTusa B BUAE XUPYypruye-
CKOro NpoTEe3npOBaHNSA a0pPThbl, @ B HEKOTOPBIX CIy4asax 1
AoK (co4veTtaHne gmnatauum aoptol ¢ JAK, ero HegocTa-
TOYHOCTb 1 Ap.) NPUBOAAT K XOPOLUNM KITIMHUYECKUM pe-
3ynbTaTam Npu CBOEBPEMEHHOM MPOBEAEHMN ONEepPaTUB-
HOro BMeLLaTeNbCTBa.

Ha nepBoe MecTO BbIXOAUT CBOEBPEMEHHOCTb Aua-
FHOCTUKN A@HHbIX XN3HEYrPOXaloLLMX COCTOSIHUN, a Tak-
e TO4HOe popMUPOBaAHME NOKa3aHNM 19 ONeEPaTnBHOro
BMELLATENbCTBA, YTO 3a4aCTyIO SIBASETCH C/IOXHOWN 3aaa-
yeli N3-3a NPakTU4YecKn GECCUMNTOMHOIO TEYEHUS aHEB-
PV3Mbl BMIOTb 4O AUCCEKLMM NN Pa3pbiBa a0PThl.

lMokasaHnsa K onepaumm OCHOBBLIBAOTCS HA pasmepe
avameTtpa aopTbl (A), CKOPOCTU paclumpeHns aopTol (B)
M CTaTUCTUYECKMX OAHHbIX, OCHOBAHHbIX HA pe3ynbTaTax
OMepaTvBHbIX BMELLATENbCTB, MNPU B3BELLUEHHOM PUCKE
OCJIOXXHEHUI B XO[le ECTECTBEHHOIO TeYEeHUss BONE3HN n
MJaHOBbIX ONepauyi.

2.10.2.1. JleueOHaga TakTUKa B 3aBUCUMOCTU OT
pa3mepa AlrA

OCHOBHbIe peLleHns, kacaoLmecs ne4edbHOoN TakTUKN
OTHOCUTENBHO @HEBPU3M a0pPThbl, MPUHMMAIOTCH B 3aBU-
CUMOCTU OT UX pasmMepa.

B uenom coBpeMeHHble OaHHble, OCHOBAHHbIE Ha
OLlEHKE «PUCK — M0Jb3a», PEKOMEHAYIOT MPEBEHTUBHYIO
XUPYPrMYecKylo KOoppekumio (skcTtupnauuvio) 6eccum-
nTomHon AlA C uenbio NpefoTBpalleHns ee paspbiBa U
OVCCEKUMN HE3ABMCUMMO OT STUONIOMMN NPpU MakCUMasb-
HOM AMamMeTpe aopTbl A4S BOCXOAsLWEN aopTbl >55 MM 1
HUcxoasawen aopTel — 65 mm [162].

Mpu knaccuyecknx (HereHeTmnyeckux) BapmaHTax ArA
MOXEeT paccMaTpuBaTbcs 6onee HU3kMin nopor — <50 mm

Yy NAUMEHTOB C AOMNONHUTENbHBIMU pakTopaMmn pucka, Ta-
KMMU Kak:

® ceMelHbIi aHaMHEeS3;

® apTepuasnbHas rmnepTeH3us;

® oapkTaums aopTbl (KoA);

® yBenMyeHne anamMeTpa aopTel >3 MM/rof;

® BO3pacT;

® M0LWaab NOBEPXHOCTU TENa;

® ConyTCTBYIOLLME 3a601eBaHNS;

® TN onepauuun.

HwXHMe NoporoBble 3HAYEHUS ArMamMeTpa aopThl TakKe
MOIyT pacCMaTpMBaTbCH Y NAUMEHTOB C HU3KMM PUCKOM,
€CM BO3MOXHbIM SIBIIETCS BbINOJIHEHME KIlanaHocoxpa-
HSOLLLEN onepauun B BbICOKOKBAIMOULMPOBAHHOM LIEH-
Tpe [163].

Ona naumeHToB, MMeEoWMX MoKalaHus K onepauuu
Ha AoK, HWXHME NMOPOroBble 3HAYEHUS MOryT OblTb WUC-
NoNIb30BaHbl NPW COMYTCTBYIOLLEM NPOTE3NPOBAHNN a0P-
TanbHOro knanaxa (>45 mMm) B 3aBMCHMMOCTI OT BO3PacTa,
MMT, aTMonorvm nopaxeHus knanaHa v MHTpaonepawm-
OHHOM HOpMbl N pasmMepa BocxoasLen aopTol. MNMokasa-
HUS K onepaumu npy nopaxeHun AoK paccmarpusatoTcs
B COOTBETCTBYOLLMX pekoMeHpaumax (ESC/EACTS, 2012)
[164].

Bbi6op Mexay nofHbIM NPOTE3MPOBAHMEM BOCXOAS-
et aopThl, B TOM YUC/E NPOTE3MPOBAHMEM KOPHS a0pThbl
C penmniaHTaumen KOPOHaAPHbIX apTeEPUIA, U HaCTUYHbIM
npoTe3npoBaHneM aopThbl Bbiwe CTI 3aBUCUT OT AMamMe-
Tpa aopTbl HA Pa3HbIX YPOBHSX, B HACTHOCTM HA YPOBHE
CUHYCOB BanbcanbBbl.

B cnyyasix nonHOro npoTe3upoBaHus BbIGOP MeXay
K1arnaHOCOXPaHSAIOLWMM BMELLATENBCTBOM U MMMIAHTa-
uMen KOMMo3MTHOro npoTes3a C NpoTe3oM kianaHa 3a-
BMCUT OT aHann3a QyHKUMM aopTanbHOro knanaHa v aHa-
TOMUK, pa3mepa 1 pacnpoctpaHeHus AlA, oxuaaemon
NPOOOMKNUTENBHOCTN XU3HWU, XENAeMOoro craryca aHTu-
KoarynsiLMm 1 onbiTa XMpypruyeckon bpuragpl.

Mpw reHeTnyecknx APIA MEIOTCS OT/IMYHBIE OT Knac-
CUYECKMX MPeAcTaBNeHnin nokasaHnsa ons npodbunaktmn-
YECKOr0 XMPYPrn4eckoro BOCCTAHOBNEHUST aopThbl (Npe-
[OTBpaLLEHNS NOCNEAyOLWEero pacCnoeHns nnv paspbisa)
(Tabn. 20) [19, 29]. Ta6nnua 20

PekoMeHgauum no Xupypruieckum BMellaTesibCTeam
npu HacneaACcTBEHHO 00YCJIOBJIEHHbIX aHEBPU3MaxX BOCXOAsLLEl aopThl (HA OCHOBaHMU AuamMmeTpa)

[eHeTn4yeckune

TOSIHUS (cbeHOTUMbI)

CMHAPOMbI/f0Ka3aHHble ﬂ;lggﬁ;p Knacc 2 B?:gb KomMMeHTapui
MyTauum
>50 MM - 4ana Bocxoasauwer aopTsl (60 MM — Ans HUCXoaswenh aopTsl) [165]
(_MaKCVI- OCHOBHble 0Ka3aTeNbCTBa ABASTCS NPOTUBOPEUYNBLIMK, O4HAKO paboyast
ManbHbI I C |rpynna He pekomeHAayeT apyron nopor [113, 137]
- NPV NPUHSTUM PELLEHNs CNeayeT yunTbiBaTb (DOPMY passIMYHbIX OTAEN0B
CuHapoM MapdaHa Anametp) a0pTbI
45 MM - MOXET paccMaTpuBaTbCs NPW LOMOMAHUTENbHBIX hakTopax pUcka, B TOM
(HWKHWIA IIa C |uucne ceMenHOM aHaMHe3e AUCCEKUMU, MPU TAXENON HeAOCTaTOYHOCTH
nopor) a0pTanbHOro/MUTPaNbHOro KaanaHa, Npy niaHMpoBaHny 6epeMeHHOoCTH
MapdaHonogobHble coc- >50 MM - naumeHToB 6e3 BbIMOMHEHHbIX NMOJHbIX KpuTepueB CM cnepyeTt paccmaTpu-

BaTb Kak nauneHToB ¢ CM [1]

- nokasaHbl 6onee paHHVe BMeLLaTeNbCTBa

nac - i
C NOATBEPKACHHBIMM 42 MM ITa C Lll_nlsg)yngeFHHmw AnaMeTp BoCXoAsdllen aopTbl MO AAHHbIM
TGFBR1/TGFBR2 44-46 = KT MPT 119
MyTaLMAMM —M >MM Ila C |~ BHeWHWit anameTp cM Mo AaHHbLIM nnm [19]
HemnssecT- - NOABEPraloTCs BbICOKOMY PUCKY OCNOXHEHWI CO CTOPOHbI @0pThl;

34C Ho B HaCTosILLEee BPeMS HET AOCTYMHbIX AaHHbIX AN YCTaHOBNEHUS

orpefeneHHOro NoporoBoro 3HayeHus AnameTpa aopThbl ANs BMELATebCTBa
HCAPT'A ¢ noaTBepXAaeH- - AMaMeTp BOCXOAsLLeNn aopTbl
HbIMW MyTaLMAMK 45-50 MM
B MYH11/ACTA2

_ - €CNN POACTBEHHWKW MMENN pacCcioeHne aopTbl C JOKYMEHTUPOBAHHbIM

HCAPTA 45-50 MM MWHMMaJIbHbIM pacliMpeHneM AvameTpa aopThbl

- [OJIXHO MPOBOAMTLCS MHAEKCMPOBaHWE AnaMeTpa aopThbl K naowaan
Curppom TepHepa 27,5 mm/m? I'IO%EpXHOCTBI Tenﬂa [166] A P A P P Hed
AneBpu3ma aoptbl ¢ JAK| =55 MM I* - NpuBOAMT K 60nee HU3KOMY PUCKY OCNOXHEHW, yeM npu CM [167]

MpumeyaHme: @ — Knacc pekomeHJauun; ° — yposeHb 1oKa3aTenbHOCTH; * — cM. Tabnuua 23.
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CuMnTomMaTmyeckne aHeBpu3Mbl HEOOXOAMMO MOA-
BepraTb pe3ekLnn He3aBMCcMMo OT pa3mepa.

2.10.2.2. JleyeOHaga TakTUKa B 3aBUCUMOCTU OT
CKOPOCTU pacLUMpPEHNs aopThbl

CKOpPOCTb pacLUMpPeHUs aopTbl, NMPU KOTOPOW [A0SXK-
Ha ObITb PacCMOTPEHa onepauus, ABIAeTCs NPeaMeToM
OMCKYCCUIA.

OCHOBHbIE TMPUHLINMBI OLEHKN TEMMOB pPacLUNPEHUs
aopTbl:

1. Cnenyet B3BECUTb MPOrHOCTUYECKOE 3HAYEHNE B OT-
HOLLEHWM TOYHOCTU M3MEPEHWNI N X BOCNPOU3BOAMMOCTHU.

2. Heob6xoammo onnpaTbCs Ha UccnenoBaHus, BbIMos-
HEHHbIE C MCMONb30BaHMEM COOTBETCTBYIOLLMX METOLAOB
U TEXHUK NBMEPEHUN, MPUHATBIX HA TOM Xe YPOBHE aopThbl.
OT0 MOXeT ObITb MPOBEPEHO MYTEM aHaNM3a CHUMKOB, a
HE TOJIbKO C YH4ETOM Pa3MEpPOB, YKa3aHHbIX B 3aKJTIOHEHNN.

3. Korga TemMmnbl NporpeccnpoBaHns okasbiBatoT BAU-
SHME Ha MPUHATUE PEeLleHUs O TaKTUKEe BEeAEHUs, OHWU
DOMKHbI ObITb OLLEHEHbI C MCMOJ/Ib30BaHNEM aflbTEPHATMB-
HbIX MeTonoB (Hanpumep, TTAxoKI, KT nnn MPT) u ¢ co-
OTHECEHMEM MX NoKa3aTenen (T. e. COOTBETCTBUE AOJIKHO
ObITb MPOBEPEHO).

psg A0Ka3aTenbCTB (4 ABOVHbIX Cnenbix niauebdo KOHTPOo-
nmpyembix PKW) kak MMHUMYM conocTaBumoro addekTa
nosaprtaHa ¢ BAB B npenynpexneHnn cKoOpoCcTu pacLum-
PEHVS KOPHS a0PThl.

Tabnuuya 22

TepaneBTU4YecKasa TakTUKa n cTpaTerusa BegeHus
nauneHToB C HacneacTBeHHbiMU AlA

3aboneBaHne

JleyeHne

HabnogeHne

CvHapoMm
MapdaHa

B-6nokaTopbl

(I, A)
JNoszapran (Ilb, A)

- OxoKT 1 pa3 B roa

npu anametpe KA < 45
(1 pa3 B 6 mecsiLeB BO
BCEX APYIMX Cny4vasx)

- MPT 1 pa3 B 5 net npu
HOpManbHOM AnameTpe
QopThI Bbllle CHHYCa
BanbcanbBbl (MPT 1 pa3
B rofi BO BCEX OCTasIbHbIX
cnyyasix)

CviHapom
Snepca - [aHno

Uenunponon.
Monb3a xupypru-
YeCcKoro neyeHus
He AoKasaHa

Cxema He pa3paboTaHa
(paccnoenune/paspbiB Ya-
CTO Cy4atoTCs Npu Hop-
MasbHbIX AMaMeTpax)

TGFB-3aBucuMble

NccnepoBaHns

- TTOxoKT 1 pa3

4. B cny4ae norpaHuyHbIx pasamepos Al'A BO BHUMaHue BacKy/ionaTWn: | MoKa He MpoBo- | B 6 MecsiLeB
OOMKHbI OblTb MPUHATHI UHOVBUAYAJNbHbLIA N CEeMEWNHbIN - CMHAPOM avnucb — npume- | - KT/MPT «0T ronosbl Ao
aHaMHe3, BO3PACT NauyeHTa U OX1AaeMblii puck npoue-  |Jlynca - intua | HAetcs apantupo- | Tasa» 1-2 pasa B roa
aypbl (Tabn. 21) - aHeBpu3Ma- BaHHOE JleyeHue,
Y : : 0CTE0apTpUT Kak npu CM
- TGFB;
Tabanuya 21
PekomeHaauum Nno xXupypruieckum BMellaTesibCTBam
npv HacNeACTBEHHO 06YCIIOBNEHHbIX
aHeBpu3Max Bocxoasiieii aopThbl APTA m T
HC ccnefoBaHus - Takoe xe, KaK v npu
H HOBaHUN TEMMNOB T LwMpeHns '
(Ha ocHOBa €MIMOoB pocTa/pacilumpe ) noka He nposo- | CM
[eHeTnueckne | Temnebl AVAKUCH — rpuMe- | — [IoMOJSIHUTENBHO Tpe-
W Monekynsap- | pocta Ypo- HAeTCca aganTupo- | byeTcsa npuuenbHbIN no-
Hble cMHApoMbl/ | aopThl | Knacc BgHb KommeHTapui BaHHOE NleYyeHune, |UCK reHeTnYecknx dak-
AOKa3aHHble (mm/ Kak npn CM TopoB pucka (ACTA2-
MyTaumm roa) * MyTauui n np.)
CnHapom MoxeT pac- HCAPIA MpumMeHseTcs - TT2x0KT 1 pa3 B 6 mMe-
MapdaHa cMaTpuBaTbCsa c JAK aflanTMpoBaHHOe | csALeB (CPOK MpoBeaeHus
2-3 ITa C |TONbKO KakK Ao- NeYeHmne Kak 1CCrenoBaHNs 3aBUCUT
MOJSIHUTENbHbIN npu CM 0T PYHKLMOHANBbHOro
dakTop pucka * COCTOSIHWSA KNanaHHOro
[nsaBcexocrasnb- annapara)
HbIX C HCAPIFA| >5 - - HCAPIA c OAN | WiccnenoBaHus - Takoe e, kak 1 npu
peryprutaunen NPOTOKOM noka He nposo- |CM

* [lonmxHO ObiTb COONIOAEHO crnenylollee ycnosmue: npu no-
BTOPHbIX UCCeA0BaHUAX UCMOJIb3YIOTCH Te Xe annapaTHble Me-
TOAObl BU3yann3aunn, Ha TOM Xe ypOBHE aopThbl, C nowwaroBbiM
CpaBHEHMEM 1 NOATBEPXAEHMEM APYrnM MeToaom [29].

2.10.3. MegukamMeHTO3HOE JieyeHue

[na BbipaboTku cTpaternun nedeHns APIFA TpebyeTcs
CKOOPAMHUPOBAHHbIV BKNaA MybTUANCLMMIANHAPHON KO-
MaH bl CMeLmManncToB, 3HAKOMbIX C AAHHOW NaToNormen,
B TOM 4MC/e MEeOULIMHCKOrO reHeTnKa, Kapanuosnora u kap-
avoxupypra (tTabn. 22).

Mpepnonaraetcsa moaMduKaums CepaeyHo-CoCyam-
CTbIX GaKTOPOB pPMCKa, BKIIOYAS KypeHue, runepavnmae-
MUIO 1 Mp.

CtaHpapTHas TakTuka fedeHusi nobbix dopm AlA
npeanonaraeT arpecCuBHbIA KOHTPO/b apTepuanbHOro
[aBfeHns onst YyMEHbLUEHNS BO3OENCTBUS «reMOaNHaAMMN-
4eCKOro cTpecca» Ha CTEeHKY aopThl.

MaupeHtam ¢ CM pekoMeHOyeTCs PerynasipHo npu-
HUMaTb B-agpeHobnokaTopbl (BAB). Cxoxue pekoMeH-
Jaunmn NpyuMeHNMBbI K nauneHTam ¢ gpyrummn cAPTA [14].
MepavkameHTo3Haa Tepanus 4OHKHA PpacCMaTpPMBaThCA U
B [€TCKOM BO3pacTe Nnpu gunarauum aopThl.

PaspabaTtbiBaloTCcs MHOroobellatLme TepanesTnye-
CKre noaxoabl C MPYMEHEHMEM @HTAaroOHUCTOB PeLEenTo-
poB 1-ro Tvna aHrnoteHamHa (AT1R) — no3aptaHa B neve-
HUM naumeHToB ¢ CM. Mo cocTosHuio Ha 2015 r. nmeeTcs

AVUCH — NpuMe-
HAEeTCA aaanTupo-
BaHHOE fleyeHune,
Kak npu CM

lMpumeyaHne: JAK — OoBycTBOpYaTbI a0OPTalbHbIN KanaH;
KA — kopeHb aopTbl; KT/MPT — KOMMNbIOTEPHASA/MAarHUTHO-Pe30-
HaHcHasa Tomorpadusa; CM — cuHopom MapdaHa; HCAPTA — He-
CUHOPOMHbIE (CeMeliHble) aHeBpU3Mbl rpyaHoi aopTsl; OAl —
OTKPbITbIN aopTanbHbI NPOToK; TTAX0KI — TpaHCcTOpakanbHas
axokapaunorpadwus.

Mpsimoe cpaBHeHWe no3apTaHa M aTeHosiona B ABYX
PKN He npoaoemMoHCTPMPOBasio CYLLECTBEHHbIX pPassiuv-
YN B NPOrpeccnpoBaHnm aHEBPU3Mbl KOPHS 1 AnamMeTpa
Bocxoasien aopTel npyu CM B TedeHne 3 net HabntoaeHnin
[168]. JononHuTensHOe Ha3HayYeHne nosapTtaHa K bAB B
ncenegosaHun COMPARE (COzaar in Marfan PAtients
Reduces Aortic Enlargement) y6eoutensHO NpoaeMOH-
CTPMPOBANO Mosb3dy npenapara, He3aBUCMMO OT remMo-
omHamun4deckoro oteeta [169, 170], Toroa kak B Apyrom
PKW He oka3ano npoTeKTMBHOIO OrpaHnyeHus gunataumm
aopThl 3a 3-neTHUIA nepuog HabnoaeHuin [171]. MpoTtu-
BOpeYMe pe3ynbTaToB 0ObACHAETCS CUNbHOM Bapnabenb-
HOCTbIO OTBETA HA Jle4YeHe B 3aBMCUMOCTU OT ransoHe-
nooctatoyHocTu reHa FBN1T [172].

Y6enmnTenbHbIX AaHHbIX B NOJIb3Y HA3HAYEHUS anbTep-
HaTUBHbIX MpenapaToB 13 rpynnel 6nokatopoB PAAC, Ta-
Kux Kak MAM® (SHananpun), He NOJTyYEHO.
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B MeOmMko-reHeTU4eCcKoe KOHCYNbTUPOBaHUE PEKo-
MeHayeTcs BceM nauyeHTam ¢ AlA, korga 605e3Hb He
MOXeT ObITb 0ObSICHEHA TOJIbKO KJTACCUYEeCKMMWN pakTo-
pamu pucka.

B KpUTMYECKMM MakCUMasnbHbIM pa3Mepom auamerpa
aopThbl, CNYXaLUMM NokKasaHeM AJis XMPYPruyeckoro neve-
HMS HE3ABUCKMO OT 3TUONOMNK, ABASIETCS AramMeTp >55 MMm.

B [py HacnencTBEHHbIX aopTOMaTUSX MOKa3aHUs K
NPodUNaKTUYECKN OPUEHTUPOBAHHBLIM XUPYPrUYECKMM
BMeLLATEIbCTBAM OCHOBbLIBAOTCSH B OCHOBHOM Ha AviamMe-
Tpe aopTbl. Kputnyeckmin paamep guamerpa aopThbl, Cy-
Xallmii nokasaHueM A1t XMPYPruyeckoro feyeHms, oTam-
YEH NMpuY pasnNyHbIX BapnaHTax reHeTUYEeCKNX MyTaLuiA.

B [peBeHTUBHAA xupypruyeckas koppekums AlA oc-
HOBbIBAETCSH HA OLEHKE «PUCK — NOJIb3a» N COOTBETCTBEH-

HO B3BELLEHHOM PUCKE OCJIOXHEHWI B XO4e ECTECTBEHHO-
ro Te4eHus 60Ne3HU 1 NIAHOBLIX ONepaLnii.

B [JogyepKnBaeTCs BaXXHOCTb KOMIMJIEKCHOW OLLEHKM
aopThbl M a0PTaNbHOroO KnanaHa 'y naumeHToB ¢ AlA kak npu
nepBn4yHOM 06CieaoBaHMM, Tak U BO BpeMs HabioAeHUs.

B Hapsigy C LUMPOKUM BHEAPEHMEM B TepaneBTuye-
CKYIO TakTuKy nedeHus AFA B-agpeHo610kaTopoB npak-
TUYECKMI Bpay AOMKEH ObITb OPUEHTVPOBAH Ha NPUMEHE-
HVe CapTaHoB.

® Pegynbtathl HK-gmarHocTnkm no3BoAsoT UCNOoSb-
30BaTb reHo-cneumdmyeckme Noaxonbl TapreTHom Tepa-
nun (no3apTaH, AOKCULMKIMH MPEnsSTCTBYIOT Hakornne-
HUo docdopunmpoBaHHbix SMAD B TKaHsX).

= [NomuMo cneuuduyeckor tTepanun, TpebyeTcs co-
6nogeHne obwyx npasua M BpadyebHbIX MEepOonpPUATUIA
BTOPUYHOW KapAmMoBacKynapHom npodunaktukn APIA.

3. 3ABOAEBAHUA AOPTbl, ACCOLMUUPOBAHHDIE
C ABYCTBOPYATbIM AOPTAAbHbIM KAANMAHOM

MauneHTbl ¢ ABYXCTBOPYATbIM aopTasibHbIM KlanaHoM
(OAK) yacTo nmeloT ConyTCTBYIOLLYIO a0pTOnaTumio, acco-
LMMPOBaHHYIO C Aunataumnent, koapkraumei u/mnm ouccek-
umen (paccedyeHuem, PA) aopTbl. YKasaHHas cocyamcras
natonorus, accoummpoBaHHasa ¢ JAK, paccmatpuBaeTcs
B pPEKOMeHAauMax no AMarHOCTUKE M NeYeHWIo KianaH-
HbIX NopokoB cepaua (AHA/ACC, 2014 r.; ESC, 2012 r.) n
aHeBpu3Mbl rpyaHon aopTsl (ESC, 2014 r.) [1, 14, 26].

3.1. Anuaemuonorns M TuUnbl ABYCTBOPYaTOro
aopTaJsibHOro KjarnaHa

OAK aBnseTcs Hambonee 4acTto BCTpevatolmmes
BPOXAEHHbBIM MOPOKOM CepAaLa C pacnpoCTPaHEeHHOCTbIO
1-2 % B nonynsaumn, Yaile cpeay My>X4nH, YeM XEHLLVH,
B COOTHOWeHun o1 2:1 no 4:1 [134, 185, 173, 174, 175].

B >70 % cnyyaeB OAK siBNsieTcs pe3ynbTtaToM Cauvs-
HUS NEeBOM 1 npaBon kopoHapHou cTteopkn (JIKC, MKC).
Cnusanme MNMKC ¢ HekopoHapHoi ctBopkon (HKC) Bctpe-
yaetca B 10-20 %, a cpauieHune JIKC ¢ HKC - B 5-10 %
[176]. icTnuHHble JAK 1 knanaHbl ¢ €AMHON KOMUCCYPOW
BCTPEYaTCHA OYEHb PEOKO.

CxemaTunyHoe nzobpaxenue tunos JAK npeacrtasne-
HO Ha pucyHke 12.

Puc. 12. Tunbl BYCTBOPYATOro a0pPTasibHOro KnanaHa
npu TTAxoKTI. BBepxy cnesa Hanpaso: TN 1 — NONHOE cpaLLeHne
npaBoi 1 NeBON KOPOHAPHbLIX CTBOPOK (KoMUccypbl Ha 10
5 4acoB, aCMMMETPUSA HEKOPOHAPHOW CTBOPKM — MEHbLLAS);
TN 2 — NOSTIHOE CpaLLeHne NPaBo 1 HEKOPOHAPHOM CTBOPOK
(komuccypbl Ha 1 1 7 4HacoB, aCUMMETPUS JIEBO KOPOHAPHOM
CTBOPKM — Bonblias); Tun 3 — NosHoe cpalleHne eBo n He-
KOPOHAPHOW CTBOPOK (KOMUCCYPbI HAa 2 1 8 4acoB nnu Ha 1
1 7 4acoB, aCMMMETPUS NPaBON KOPOHAPHOWN CTBOPKU —
6onbliasn). BHn3y cnesa HanpaBo: Tun 4 — kak TUn 1, HO C CUM-
METPUYHBbIMU CTBOPKaMK; TN 5 — kak Tun 1, Ho 6e3 nepemMbly-
KV OT CpaLleHns CTBOPOK; TUM 6 — Kak TUMn 1, HO C HEMOJIHbIM
cpalieHnemM CTBOPOK. R — npaBas kopoHapHas CTBOPKa,

L — nesasi kopoHapHas cTBopka, N — HeKOpoHapHas CTBOpKa
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3.2. PacwupeHue aoptsl npu JAK

PaclumnpeHne kopHs n BOCXOAsLLero oTaena aopTbl
y naumeHToB ¢ OAK, B TOM 4ucne 6e3 remoamHamm4ye-
CKMX HapYyLUEHWUI HA KJlanaHe, BCTPeYaeTCsl 3HAUUTENbHO
yaule, Mo CPaBHEHUIO C NMLAMN COOTBETCTBYIOLLETO BO3-
pacTta n nona, UMerwmmmn Tpexctaopyateii AoK [177].
CyLLeCTBYIOT yka3aHUs Ha PAcoBblE Pas3nnymsa B pacrnpo-
CTPaHEeHHOCTU pacumpeHmns aopTbl npyn JAK [178].

Puck passutna AlA y naumentos ¢ OAK ropasno
BbILLIE, 4EM B 0ObI4HOM nonynauum [179], HO OCTOBEPHbIE
nonynsLMOHHbIE AAHHbIE OTCYTCTBYIOT. AlA, accoumnpy-
emas ¢ JAK, onpeaensieTcs Kak pacluMpeHve gnamMmeTpa
aopTbl >40 MM BHE 3aBMCMMOCTM OT MaoLanmn noBepx-
HOCTW Tena wnn >27,5 MM/M? ans niogeli Manoro pocrta
[180, 181, 182].

OnucaHbl TpY BapnaHTa PacLUMPEHUsT CTPYKTYP aopThbl
npn OAK B COOTBETCTBUM C MAaKCUMasbHbIM OMAMETPOM
a0pTbl HA YPOBHE CMHYCOB BanbcanbBbl, B HAAKOPOHAPHOM
OTAesle BOCXOASILLEN aopTbl U/UK Ha YPOBHE CUHOTYOY-
NISPHOro coeamHenuns (unnuHgpudeckas dopma). Cyue-
CTBYET B3aMMOCBS3b Mexay MOpPdOa0ormen BOCXOOsALLEN
A0PTbl M XapakTepOoM CpaLLleHnst CTBOPOK knanaHa [183].

dopmbl pacLUMpeHns aopTbl OTAMYHBI MPU PA3NIUYHBIX
noasuaax OAK [184]. Y naumeHToB ¢ Tvnom OAK JIKC-
MKC yawe HabnogaeTcs pacluMpeHne BOCXoaaLlei aop-
Tbl, HEpeako n kopHs [185] (puc. 13). Mpwn Tnune NKC-HKC
KOpPEHb a0pThbl MOpaXxaeTcs peako 1 HabnoaeTcs pacLlum-
peHVe TONbKO BOCxoadLLer aopTol [179].

Puc. 13. MapacTepHanbHas NO3MLNUsA N0 AJIMHHOM OCK
npu TTAOxoKT: A) rpyieBnaHoe paclupeHme KOpHs aopThbl;
B) aHeBpn3ma BoCxoasiLLEN a0pPThbI
BblLLIE CUHOTYBYNSIPHOrO COEANHEHUS
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CpenHerogoBble USMEHEHUS AMaMeTpa BOCXOASILLEN
aopThl y naumenToB ¢ JAK moryT BapbmpoBatb oT 0,2 0o
1,2 mm/ron [148, 177, 186].

CpenHsasi CKOPOCTb pacLUMpPEHUss aHEBPU3M MPOK-
CMMasbHOro OTAeNa BOCXOASALWEN aopTbl Yy MaUVEHTOB
¢ OAK v aopTanbHbiM CTEHO30M 6onblue, 4emM Yy 60Jib-
HbIX ¢ TpexcTBopyateiM AoK (1,9 Vs 1,3 mm/roa cooT-
BeTCTBEHHO) [187]. Mpun HOpManbHO @QYHKLMOHMPYIO-
wem JAK exerogHble TeEMMbl POCTA a0PTbl COCTABSAOT
0,77 mm [188].

B otnnume o1 CM ckOpOCTb pacLlumMpeHuns aopTbl Npu
JAK Bbille He Ha ypOBHE CUMHYCOB BanbcanbBbl, a B Ty-
OynspHoMm oTaene Bocxoasuien aoptbl [148]. B 50 %
CcnyyaB B TedeHue 3-1eTHero HaboaeHns paclumperne
aopTbl MOXET He oTMmevaTbca [148], 4uTo nogyepkmBaeT
HEOAHOPOAHOCTL nonynaumn nauuentoB ¢ OAK. Oyra
aopTbl nopaxaetcsa penko [189]. JaHHbIX Ons Konuye-
CTBEHHOW OLLEHKN MOLLHOCTM 3TUX accoumauuin Hepo-
CTaToOYHO.

Cpeau B3pochnbix ¢ JAK npnbnnsunTenbHo B HETBEPTH
cnydaeB noTpebyeTcs NPOBELEHUNE CEPAEYHO-COCYAM-
cTOl onepaumn B TedeHne 6nvxkanwmnx 20 net [190].

Y nauyeHToB ¢ JAK, KOTOPbIM HE BbINOSIHANACL KOP-
pekuus Al'A Bo Bpems npoTtedmposBaHnda AoK, 15-netHni
rnokasaTtesfie OTCYTCTBUS OCNOXHEeHU coctaBun 86 %
npu UCXogHOM amameTpe aopTbl <40 MM, 81 % — npu
onametpe 40-44 mm, n nuwb 43 % — Npu gnameTpe
45-49 mm [191]. CoobLyaeTcs 0 HU3KOM pucke Hebna-
ronpusATHbIX cobbITUI (3 %), acCoOLMNPOBAHHbLIX C aop-
TOW Nocne NpoTe3mpoBaHmna knanaHa npm cteHose JAK
1 COMYTCTBYIOLLEN NErKOM AN YMEPEHHON annartaumen
Bocxopsel aopThl (40-50 mm) B TeyeHne 15 net Ha-
o6noaeHus [192].

3.3. PaccnoeHue aoptbl npu AAK

OAK aBngeTcsa pakTopoOM pMcka paccioeHns 1 paspbl-
Ba aopTbl [193] (puc. 14).

Puc. 14. YN3xoKTI: A — ocTpoe paccnoeHuve Tuna A no oanHHOM
1 B — kopoTkoit ocu; 6enble CTpenovykn 0603HavaloT MHTUMaNbHbIN
nockyT; C — uBeTOBOI A0NMEp y NnaumeHTa ¢ XpPOHUYEeCKOWn
ovccekupyen Tmna B eMoHCTprpyeT NOTOKN B UCTUHHOM
1 NOXHOM NPOCBETaxX aopThbl, a8 CEPO-LUKaNbHbI pexum (D)
OEMOHCTPUPYET YaCTUYHbIN TPOMOO3 NTOXHOr0 NPOCBETA;
FL — noxHbIn npocBeT, TL — UCTUHHBIN NPOCBET

Yactota PA kpaiiHe BapumabenbHa: OT OTCYTCTBUSA
[190] n 0,1 % [186] B KpynHbIX nccnepoBaHuax Ao 4 %

B 00beanHEeHHbIX Hosiee paHHUX nccnepoBaHuax. Coob-
waetca o 6 % COBOKyMHOWM BCcTpedaemocTn PA tnna Ay
HesneyvyeHbIx naumeHToB ¢ JAK v paclwumpeHnem aopThbl B
TeyeHue 5-ro nepuopa HabnogeHus [193]. OgHako npu
COBPEMEHHOM paHHEN NPOPUNAKTUHECKON XNPYPrnn 31O
TPYZHO OLEHUTb.

Mpwn PA Tuna A JAK BbisBnsieTcs B 2-9 % cnyyaeB n'y
3 % — npu PA tuna B [136], 4TO N1llb HEMHOIMM BhILLE,
yem pacnpocTpaHeHHocTb JAK B ob6wei nonynauuuv
(1-2 %).

3.4. DAK n koapKTauus aopThbl

Tonbko Tnn JAK JIKC-TMKA accounmpoBaH ¢ KoA [194,
195]. JaHHbix 0 pacnpocTpaHeHHocTn KoA npu JAK mano:
B OHOM co00LeHnn rosoputcs o 7 % [179]. HanpoTus,
00 50-75 % naumeHToB ¢ koapkTaumen nmetot JAK (Tuna
NIKC-TKC). Y naumenTos ¢ KoA n JAK puck passutms pac-
LwnpeHns 1 PA 3Ha4YMTENbHO BbILLIE, HEM B FPYMMe TOJIbKO C
Hannyvem JAK [196, 197].

3.5. KnuHuyeckoe TevyeHne

JaHHble 06 yBenuyeHun pasmepoB aopTthl npu OAK
pasnuyatotcsa. CpenHas CKOPOCTb MPOrpecCcupoBaHUs
amameTtpa MoXeT coctaenatb 0,5 MM B rog Ha ypoBHE
cuHycoB Banbcanbebl 1 CTI, 0,9 MM — Ha ypoOBHE MpPOK-
CUManbHOro oTaena socxogsauwen aoptol [193, 198, 199].
CpegHuin Temn npupocTa oueHmBaeTcs B 1-2 mm/rog
[186, 200]. NHoroa HabniopaeTcss YCKOPEHHbI pPOCT —
ObICTPOE MporpeccupoBaHue >5 mMm/romd, CBA3aHHOE C
NMoBbILLEHHbIM pUckoM PA nnn paspbiBa aopThbl, 0COOEHHO
npu anameTpe >60 MM.

Bonee GbLICTPLIV POCT pa3mMepoB aopThbl OTMEYaeTcs
npu 6osiee BbLICOKOM rpagmeHTe AaBfieHNs Npu CTeHO3e
OAK n 6onee Taxenown aopTanbHOM HEAOCTAaTOYHOCTU
(6onbwM yoapHbiM 06bemom) [201]. Peskoe pacuu-
peHMe aopTbl BOBMOXHO M B OTCYTCTBME CTEHO3a UK
peryprutauum, ocobeHHO B M0J1040M Bo3pacTe [133,
202].

MpoTesnposaHne AoK npn NcxogHoM anameTtpe
aopTbl 40-50 MM penko TpebyeT NOBTOPHOM onepa-
umn Ha KoA B TeueHune nocneayowmx 10 net Habno-
neHusa. PaccnoeHne aopThbl B 3TOM rpynne BCcTpeya-
eTcs o4eHb peako [192, 203].

3.6. Natodpusuonorusa

Pacwmpenne aoptol npu JAK accounmpoBaHo ¢
MyTaumamn B reHe Notch1, npu KoTopbix Habnoaa-
€TCH BbICOKAs 4acTOTa BCTPEYAEMOCTU CEMEMHbIX
cny4yaeB 3aboneBaHus ¢ AL-Tnom HacnenoBaHus,
C NOHMXEHHOW NeHeTpaHTHOCTbIO [204].

CyllecTByeT peokuii reHeTUYeckuin BapuaHT
APTA, BCcTpevalowmiics B ceMbsix ¢ JAK, CBA3aHHbIN
c MyTauusamu B reHe MATZ2A, Kooupylowem KaTta-
JINTUYECKYIO CYObeaMHULY BHEMNEeYeHOYHON MEeTu-
OHUHTpaHcdepasbl, OoTBevawllein 3a OMOCUHTE3
S-afeHo3nIMeTnoHnHa [66].

PasnnyHasa opueHTauma CTBOPOK (CausHue
JIKC ¢ NKC nnn NKC ¢ HKC), npeanonoxmTensHo,
VIMEEeT pPassinyHylo 3TUOSIOTNI0 B 3MOPUOHANbHOM
dase passutusa [185]. PaznuyHble Tunbl JAK cBs-
3aHbl C pasnnyHbiMM dopmMamm NaTonornm aopThbl,
HO NaTOoPU3NONOrnsa ocTaeTcs HemaBecTHon [179].
9T0 MOryT ObITb reHeTudeckme dakTopbl ¢ 0OLWK-
MU NATOreHETUYECKUMM NMYTAMU B POPMUPOBAHNN
pacwuvpeHns aopTbl 1 JAK [91, 205], nnu BamsaHus
M3MEHEHHOr0 KpoBOTOKa B aopTte npu OJAK [192,
206, 207], nnn nx kombuHauum.

3.7. AnarHocTuka

3.7.1. KnuHnyeckasa kapTuHa

Pacwwupenmne aoptbl npn OJAK peako cumntom-
HO. ATUMUYHBLIM MPU3HAKOM PaCLUMPEHUS A0PThbI
MOXeT OblTb XpoHMYeckas 60/b B rpyau, LWee U CruHe.
Opfblwka, MHCNMPaTOPHbI CTPUAOP U peunanBmpyolme
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MHDEKUMN BEPXHUX AbIXaTesbHbIX MYyTEN MOryT yKasbl-
BaTb HA CAABNEHNE KPYMHbIX AbIXaTeNbHbIX MYTEN; OXpPU-
NJaoCTb — Ha CLAABJIEHME rOPTAHHOIO HEPBa.

MeHee 4yem B 15 % cnydaes npu OAK (ncknountenb-
HO Y N1L, MOMIOAOr0 BO3pacTa) HabngaeTcs npemmyLle-
CTBEHHO pacwupeHne KA 6e3 3Ha4MMOro kjianaHHOro
CTEeHO3a WAN peryprutaumm ¢ MUHUMAJbHBIMU KITUMHW-
yecknmu nposiBneHnsMun nnn 6e3 takosblx. JAK ¢ aop-
TalJibHbIM CTEHO30M WU peryprutaumen MOXeT COnpo-
BOXAATbCS Xanobamu, KINHUYECKMMM MpU3HAKaMu U
XapakTePHOWM ayCKy/bTaTUBHOW KaPTMHOM (CepaeyHbiMU
ymamm).

YacTbIM NepBbIM KIMHUYECKUM MPOSIBIEHNEM HENEYe-
HOWM NPOrpeccupytoLLet aHeBPU3Mbl a0PTbl, CBA3AHHOM C
OAK, asnsetca paspbis nnu PA.

3.7.2. Busyannsauus

Oco0ble yka3aHusi B OTHOLLEHUM BU3yann3aLmm aopThbl
npun JAK OTCyTCTBYIOT.

3.7.2.1. Oxokapauorpadus

YeTtkmne OxoKr-kputepun OAK OTCYTCTBYIOT; OTHOCU-
TeNbHbIMU ABNSAIOTCA:

— «napyceHue» ogHoi n3 cteopok AK (puc. 15);

— oBasbHaa popma otBepcTnsa AK B CUCTONY C HANnn4m-
€M OBYX KOMUCCYP;

— aCMMMETPUS CMbIKaHUS CTBOPOK (He SBASIETCS Ha-
AeXHbIM npudHakom JAK).

FR60Hz  18.0cm  MI 1.3
3x0KT Bapoen.  P2-4BA Mpw

08-11-2012

THu 1.0 11:43.05

Puc. 15. «Napycexmne» ctBopkn JAK

OueHka konmnyecTtBa cTBOPoK AK He monkHa npoBo-
ONTbCA B a3y OMacTosibl, Tak Kak HalIM4me wBa Mexay
HMMW YacTO NPUBOAUT K OLUMOOYHOW OMarHOCTUKE Tpex-
CTBOpYATOro knanaxa (puc. 16).

Puc. 16. Ouenka JAK (oBanbHas ¢popma OTBEPCTUS B CUCTONY
C ABYMS KOMUCCYypamMn)

Mpn Hanuym y monogoro nauyeHTa gnchyHkumm AK
(yawe B BMAe peryprutaumn) n gunataumm BoCxoasien
aopTbl HE06Xx0AMMO UckNto4YUTL JAK.

OxoKI-Bmnadyanmnzdaumsa OAK npeacraBneHa Ha pPUCYH-
kax 17-19.
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Puc. 17. ABycTBOpYaTHLIA aOpTasibHbINM KianaH npu
2D-4M3xoKI no KopoTKoW ocu B CUCTONY (cneundunyeckoe
packpbiTe CTBOPOK 1 NepeMblvka Ha O4HOM n3 cTBopok AK)

Puc. 18. [iBycTBOpPYaTbI a0PTa/bHbIN KanaH npm
2D-4M3xoKIl no annHHOM OCw B AnacTony
(acuMmmeTpus CMbIKaHUSA CTBOPOK)

Puc. 19. YMepeHHast He[oCTaTOYHOCTb ABYCTBOPYATOro
aopTanbHoro knanaHa npu 2D-4YM39xoKI (BngHa perypruta-
LMs Ha KnanaHe B AMacTony)

3.7.3. O6cnepoBaHne poaCcTBEHHUKOB

M3-3a BblpaxeHHOW cemenHom accoumaumm npu JAK
[91, 173, 208] moxeT ObITb PEKOMEHA0BAH CKPUHUHE POA-
CTBEHHUKOB | cTeneHun poacTea. OTCyTCTBYIOT AaHHblEe 06
3KOHOMMYECKON LenecoobpasHocT 1 aPPeKTUBHOCTU
CKPVIHMHIA (41cne naumeHToB, KOTOpoe HeobxoamMmo 06-
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cnepnoBatb, YTOObl AMarHOCTUPOBaTb OAWH cryyait 3abo-
neBaHus).

3.8. Ha6nwopexune

B cnyyae Bnepsble guarHoctmposaHHoro JAK cnenyet
BM3yanM3npoBaTb KOPEHb U BOCXOASLLNM OTAEN a0opThbl C
nomoupto TTAOXOKIm nnbo COBMECTHO C APYrMM BU3yanu-
3MPYIOLLMM UCCefoBaHMEM, NpegnoyTmuTensHee — MPT.

Ecnun aopTta He paclumpeHa, peKOMeHOYeTCs exerof-
Hoe obcnepoBaHmne ¢ nomoLlbio TTOXoKIT, Tak kak oTMe-
yaeTca xopouwas koppenaumsa mexay MPT n TTOxoKT, ¢
MHTEpPBaNamMn B 3aBUCMMOCTN OT CKOPOCTU PacLUMPEHNS
W/WUnn CEMENHOro aHaMHesa.

B cnyyae yBenuyeHus gunametpa aopTbl >3 Mm/rog,
nwnn npu gnametpe >45 MM no gaHHbiM TTOxoKI, wnm
korga 9xoKlr-mzobpaxeHns He obecneymBaloT agekBat-
HOro M300paxeHns BOCXOASLLEN aopTbl HA PACCTOAHUN
>4,0 cM OT NJIOCKOCTW KianaHa, nokasaHa AOoMNoJIHUTENb-
Hasi Bu3yanuadauus, B yactHocTy MPT unu KT (Tabn. 23).

HauynHaa ¢ gnameTtpa aopTbl 45 MM pekoMeHayeTcs
NnpoBeAEeHNE EXEroaHOro WMccnegoBaHUsa BOCXOOSLLEN
aopTbl. Ecnn npu TTOxoKIm HEBO3MOXHO HaAEeXHO BU3Y-
anM3npoBaTb BOCXOASALLYIO aopTy, NokasaHa exerogHas
Bu3yanusaumsa npu nomowm MPT (unm KT, ecnun MPT He-
noctynHo) [209, 210, 211, 212].

MpumeHeHne dopmyn Ansg pacdeta gmamerpa aop-
Tbl H2 OCHOBE MHAEKCauMn MoLaan NoBEPXHOCTU Tena

B HacTosLlee BpeMs He pekoMmeHayeTca [191, 193, 209,
213, 214].

3.9. JleueHne

B-appeHobnokatopsbl (BAB) 1 aHTaroHUCTLI peuen-
TOPOB aHrmoteHsuHa Il (APA) nmeloT npenmyLLecTsa
ONS CHUXEHUS CKOPOCTU MPOrpeccupoBaHua pac-
wmnpennsa socxoasauwen aoptol nnn KoA npn OAK, HO
KIIMHWYECKMe [oKa3aTesbCTBa HeybeanTeNbHbI (Tab.
23).

Mpenpinywmne pokymeHTol ACCF/AHA/AATS (2010)
n ESC/EACTS (2012) pekomeHgoBanm Xxupypruyeckoe
BMewartenbcteo npu OAK, korga gunatauyst aopTbl CO-
ctasnsna >5,0 cm Ha nobom ypoBHe. B HacTosLee Bpe-
Msi KOMUTETBI 0J06pAT 6onee MHAMBUAYANbHbIVA NOOX04,
(Tabn. 23). Xupyprmuyeckoe BMeLLATENLCTBO PEKOMEHAYET-
Cca nNpu aopTanbHOM amnatauum ot 5,1 0o 5,5 cM TonbKO B
clyyae CeEMENHOro aHamMHesa AVUCCEKLMU aopTbl U Obl-
CTPOro nporpeccupoBanua aunataummn AlA, B TOM yucne
npuv 6onee Taxxenon aunataumm (>5,5 cm) (Tabn. 23).

Mpn onepaumn NO NOBOAY a0PTANILHOrO CTEHO3a UK
peryprutaumn y naumentoB ¢ JAK OOMKHO paccmaTtpu-
BaTbCS MPOTE3UPOBAHNE KOPHS 20PThl, ECNN €ro AuamMeTp
>45 MM, 13-3a MOBLILEHHOIO pUcka paclumpeHns (pac-
CNOEHUs U/1Unu paspbiBa) a0pThl, BO3MOXHO, NOTpebyto-
Lero BMellaTenbCTea B OTAAIEHHOM MociieonepauynoH-
HOM nepuoae.

Tabnvua 23

PekomeHpauum no BeaeHuio naumeHToB ¢ JAK npu paclumpeHnmn KOpHS aopTbl

PekomeHaaums

Knacc @ YpoBeHb P

onepaTtnuBHONro BMeLaTeNnbCTBa

Y naumeHToB € U3BeCTHbIM JAK [0/KHO 6bITh BbIMOMHEHO UcxoaHoe TTIxoKI
ANs oueHKM Mopdosorum KnanaHa, ans namepenuns tsxectn AC u AP,

a Takxke ANns oueHKn hopMbl M ANAMETPOB KOPHSI M BOCXOASILLEN aOpTbl I
C Lefblo NPOrHO3MPOBaHMS KIIMHMYECKOrO UCX0Aa U onpeaeneHns CpokoB

B
[133, 179, 202,215]

MaumeHTam ¢ JAK nokasaHo BbinonHeHne MPT unm KT cepaua, ecnv Mmopdonorus I C
KOPHS 1 BOCXOASILLEN aopTbl HE MOXET 6bITb TOYHO oueHeHa npu TTOxoKI

[209, 210, 211, 212]

CKOPOCTU yBENNYEHUS pa3MepOB N CEMENHOro aHaMHesa

MNMokasaHo NpoBeAeHMe NOBTOPHbLIX UCCNEA0BaHUIA KOPHSA M BOCXOAALLEN aopThbl
y Kaxgoro nauueHta ¢ JAK ¢ nHtepsasnamm B 3aBUCMMOCTM OT pa3MepoB aopThl, I

C
[193, 198, 199]

Mpw anameTpe KOPHSA UAWM BOCXOASLWEN aopTbl > 45 MM Wau ero ysenmyenum >3 MM/
roA no AaHHbIM 3XoKapAnorpadmm NokasaHo exerogHoe n3MepeHune AMaMeTpoB aopThl

C
[193, 198, 199, 209]

BU3yanusumpytowero nccnegosanus (KT vam MPT)

Mpwn agnametpe aoptbl >50 MM MAn ero ysennyeHun >3 MM/rof no AAHHbIM 3X0-
Kapavorpaduy nokasaHo NOATBEPXAEHNE U3MEPEHUI C NCMOSb30BaHWEM APYrOro I C

Xupypruuyeckoe BMeluatenbcTso npu JAK Ha Bocxoaslel aopTe nokasaHo

B Clyvae:
® pACLLUMPEHNS KOPHSA MM BOCXoAsiLek aopTbl >55 MM I B
[186, 190, 193]
® PaCLUMPEHNS KOPHSA MM BOCXOASLEN aopTbl >50 MM 1 Hannumsa Apyrmux Ila c
dakTopoB pucka © [191, 193, 209, 213, 214]
® paCLUMPEHNST KOPHSA UM BOCXOAsLEN aopTbl >45 MM Npu naaHupyeMon Ia C

ornepaumn nNpoTe3rMpoBaHMs aopTasibHOroO KianaHa us-3a Tshkenoi AP nnn AC

[191, 193, 209, 213, 214]

I cteneHn poacTea

Ncnonb3oBaHue 6eTa-6/10kaTopoB MOXET 6bITb PAaCCMOTPEHO Y nauumeHToB ¢ JAK IIb C
M pacliMpeHnem KopHs aopTbl >40 MM
BcneacTteme ceMertHOro xapakrepa creayet 06CcyaaTh CKPUHUHIT POACTBEHHUKOB Ia C

Y nauneHToB C ntobon anactonatnen unn JAK ¢ pacluiMpeHneM KOpHS aopTbl
(>40 MM) n3oMeTprUYeCcKme ynpaKHEHNS! C BbICOKMMU CTaTUYECKMMU Harpy3Kamm 11 c
(Hanpumep, TsHkenas atieTMka) He NoKa3aHbl U AOKHbI 6bITb NCKIIOYEHDI

MpymeyaHye: @ — knacc pekoMeHJaumm; P — yposeHb [0ka3aTensHOCTL; © — KoapkTaums aopThbl, CUCTEMHAS FUNEPTEH3Ms!, CEeMEliHbI
aHaMHe3 pPacCioeHuii U yBennyeHre gnameTpa aopTel >3 MM/ToA, (Mpy MOBTOPHbLIX N3MEPEHUSIX C UCMNONb30BaHMEM OONHAKOBLIX Me-
TOAOB BM3yann3aumn, U3MEPEHHbIX HA OHMX U TEX Xe YPOBHSIX 20PTbl, C MOLIAroBbIM CPaBHEHMEM U MOATBEPXKAEHHbLIX MPY APYroM BUAE

ncenenoBaHus).

CokpatyeHus: AC — aopTanbHbIi CTeHO3; AP — aopTtanbHas perypritaums; JAK — oBycTBOpUaThivi aopTasibHbIi knanaH; KT — Komnbio-
TepHasi Tomorpadus; MPT — MarHUTHO-pe3oHaHcHas ToMorpadus; TTIOXoKI™ — TpaHCcTopakanbHas axokapamorpadus.
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CxemMaTnyHO BbllleyKa3aHHasa TakTuka Mo BeAEHUIO
nauyeHToB ¢ pacwmpeHnem KA npu OAK npencrasneHa
Ha pucyHke 20.

3.10. MporHos

Puck paccnoeHusi n paspbiBa aopTbl yBENMYMBaET-
CA C pPOCTOM €e AuamMeTpa, 0COBEeHHO nMpu pasmepax
>60 MMm.

[Mpn neveHun B COOTBETCTBUM C PEKOMEHAALUAMU
NPOrHo3 Gr1aronpusTHbIA — ropasgo nydiwe, 4em npu CM,
1 aHanorMyeH TakoBOMY AJ15 L, COOTBETCTBYIOLLLErO BO3-
pacTa B 06weii nonynauum [179, 192].

Annatauma KopHA aopTbl
W BOoCxogALlero otaena

KJTIOYEBbIE MOJIOXKEHUA

B Pyick HebGnaronpuaTHbIX COObITUIA Yy MALMEHTOB C
3aboneBaHMsiIMM  aopThbl, accoummpoBaHHbiMn c OAK,
KpanHe BbICOK, MPW 3TOM UX KJIMHMYEecKas AnarHocTuka
3aTpyaHeHa, ecnn paccmartpuBaemasi natonorns He 06-
HapPY>XMBAETCS NPU CKPUHMHIE.

EMauneHtam c JAK ¢ 4OKYMEHTUPOBAHHBIM pacLumn-
peHviemM CUHYCOB BanbcanbBbl MM BOCXOAALLEN a0PThl
(MNn KoapKTauner aopTbl) JOJIKHA BbIMOSHATLCS ANHA-
MuYeckasa oueHka «Mopdosorum» aopTbl C MOMOLLbIO
BU3Yyann3npyloLWmnx METOANK U C AaNbHENLLNM YyTOYHE-
HMEeM TaKTUKM BeOeHUS naumeHTa, NoCKoJbKy aopTona-
TS MOXET NPOrpPeccmMpoBaTb CO BDEMEHEM.

éonC 2 pasa B ro,u,\
— OLEHKa U KOHTPOb
dakTopos pucka CCC
— peKomeHa0BaH
CTaHAAPTHbIM
npoTtokon KT/MPT

daKTOpOB pUCKa

— MmoanduKauma obpasa KnsHu
— KOHTPO/Ib aCCOLMMPOBAHHbIX

— CeMEeWHbIN CKPUHUHT (9XO-KC
BCEM BMKANLWIMM POACTBEHHUKAM)

KT / MPT

— paspelueHue

dU3NYECKMX HArpy30K
nocsie Harpy3oYHbIX
TECTOB MN0J KOHTPO/IEM

W J

45-49 mm

50-54 mm

( ax0-KC 1

pa3 B rog ]

[ 3X0-KC 1 pas B rog, ]

— yBeAnYeHue pa3mepa
>3 mm/rog

— KOapPKTauuna aopTbl

P N

]
1
]
— 6AVKaNLINE POACTBEHHUKM |
]
]

Xnpyprmyeckoe

AHeBpUu3Mma
KODHA aopThl

AHeBpU3Mma
BOCXOAALLEro
OoTAesNa aopThbl

bes 3Haunmon 3HayMmasn
AUCOYHKLUN K/lanaHHaA
AMcdVHKUMA

K/1anaHa

KnanaHocoxpaHHasa MpoTe3npoBaHue HapkopoHapHoe
PEKOHCTPYKLUMA BOCXOALLErO npoTesnpoBaHue
BOCXOAALLETO oTAena aopTbl aopTsl
oTAeNa aopThl u AK

v

Habnwonenue KT/MPT 3-5 nert

Puc. 20. TakTuka BeaeHust naumeHToB ¢ JAK npu paclumpeHmm KopHs aopThbl
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NMPUAOXEHUE

MeToaonormsa oueHkn OCHOBHbIX Npu3HakoB CBCT

1. Mpu3sHak 60sbLIOro NanbLa

JuarHoctnpyetcss npu crubaHum m  yknagblBaHum
60/bLLIOro nasnbLa rnonepek nagoHn. B cnyyvae BbicTyna-
HUS KOHLIEBOro OTAena HorreBown danaHru O60nbLIoro
nasnbLa 3a Kpawm nagoHn TECT CYNTAETCH NOSIOXKUTESIbHLIM
(puc. 1, 2).

Puc. 1. MonoxmntenbHbli NpU3Hak 60/bLWOro nanabua
(LUTarH6epra)

Puc. 2. CKPUHUHI-TECT «B0bLLIOro nanbua»

2. TecT 3anqacTbs

CuntaeTcs NONOXUTENbHLIM NPU NEPEKPbLIBAHNM KOH-
LeBbIx danaHr 60/bLWOro Nanbua 1 MM3MHLUA Npu oxeaTe
MMM 3aNSCTbs NPOTMBOMONOXHOM pyku (puc. 3).

[Mpn HaNMYKMM TONBKO OOHOIO U3 3TUX ABYX CUMNTOMOB
HaYMCcnsieTcs N1LWb oAMH Gann.

Puc. 3. TonoxunTenbHbI NpuaHak 3ansacTbs (Yonkepa)

3. AuarHoctuka pedopmMauum rpyaHon KineTku

Jdedopmaums rpyaHom KNneTkm BCTpeYaeTca B ABYX BU-
nax: kmnesugHas (pectus carinatum) 1 BopoHkooOpa3Has
(pectus excavatum).

3.1. BopoHkooOpa3Has rpyaHas kKneTka

BopoHkoob6pasHasa rpyaHas knetka (BArK), kak npa-
BWJIO, COYETAETCH C BOABMIEHHLIMU cnepean pebpamu.
[nga onpenenenna creneHn gedopmaumm NCnonbL3yeTcs
mHaekc Mvxnukont (UM ¢ BbinofiHeHMEM BOKOBOMO CHUMKa
rpyaoHOM KNeTku (puc. 4).

Puc. 4. OnpeaeneHus ctenenn gedopmauunm
Ha OCHOBaHMN NHAeKca MNxmnukom

MHoekc TvXMUKOM — 3TO OTHOLUEHME WMMEIOLLErOCS
pPacCTOSHUSA MexXay BHYTPEHHEN MOBEPXHOCTLIO MPYAUHbI
1 BEHTPaJIbHOW MOBEPXHOCTbIO MO3BOHOYHMKA K A0/HKHO-
MY PaCCTOSIHUIO:

Mupekc MNaxnukon = AB/CD, (1)
roe AB — pacctosiHme mexay BHyTPeHHeN NOBEPXHOCTbIO
rPyOviHbl N BEHTPaNIbHOW MOBEPXHOCTbIO MO3BOHOYHUKA,
CD - ponxHoe paccTtosiHue. OnpeneneHve cTeneHn Bo-
POHKOOOpa3HoM gedopmaumm no uHaekcy [XuLKon
npuBeaeHo B Tabnuue.

Tabavua
OueHKa cTeneHn BOPOHKOOOGpa3Hoii aedopmauum
npu cuiapome MapdaHa no niaekcy Nixmukon
CreneHb I II III

ur 0,9-075 0,75-0 0,5-0

lMepBas (nerkas) creneHb aedpopmMaunn xapakrtepu-
3yeTCcsa He3Ha4ynTesbHOW UMMPEeCcCcuen rpyanHo-pedep-
HOro KOMMaeKkca 1 OTCYyTCTBMEM OTKJIOHEHWUIA CO CTOPO-
Hbl KAPANOPECNNPATOPHOM CUCTEMBI; BTOpas (CpeaHss)
CTEneHb MNPOSIBASIETCA YMEPEHHbIM BOABJEHWEM TIpy-
OVHO-pebepHOro KOMMeKca M BO3MOXHbIMU HapyLlue-
HUAMU QYHKLMN BHELLUHErO AbIXaHUS; TPeTbs (Tsxenas)
CTEneHb COYEeTaeT BbIPAXEHHOE 3amnafeHue rpyaviHo-
pebepHoro kommnekca 1 obs3aTenbHble KapAno-pecnu-
paTOpHbIE HApYLLEHUS.

3.2. KuneBugHasa pedopmauus rpyaHon KNneTkm

KunesngHas pedopmaumya rpygHon knetkm (KAMK)
SABNISETCA BTOPOM Mo 4actote nocne BAINK v nepson no
MHOroo6pasuvio nposiBfeHnii; obnagaetT BbICOKOW cre-
undunyHOCTLIO AN cmHapoma MapdaHa. XapaktepmnayeT-
CSl BbICTYNaHneM rpyamHel 1 pebep.

AunarHoctmka KAINK ocywiecTBnseTcs Ha OCHOBE U3-
MepeHuns yrna Jlblonca — Mexay pyKosiTkOm rpyaviHbl U Te-
JIOM, U3MEPSIOT NO HAPY>KHOMY KOHTYPY rpyauHbl Ha 60-
KOBbIX peHTreHorpaMmmax. B Hopme coctaenget 145-175°.
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BbigensioT:

— MaHyOpMO-KOCTaNIbHbIN TUMN (BbICTYNAaHMUE PYKOSATKM
rpyavHel v pebep) ¢ 3anafeHneM HUXHE 4YacTu Tena rpy-
OVHbI 1 6e3 3anageHus (puc. 5);

— MaHyOpurO-CTepPHabHbIM TUMN (BbICTYMaHNE PYKOSTKN
rpyaviHel n pebep) 6e3 3anafgeHns Tena rpyauHbl (puc. 6);

— KOPMOPO-KOCTasbHbI TUMN (BbICTYNAHWE PYKOSATKM
rpyavHel n pebep) (puc. 7).

= 0 —3
]
JE—
—
= 0 —-__—_.——“.._—C:
J o
] /\D 0
Puc. 5. Cxema Puc. 6. Cxema Puc. 7. Cxema
MaHybpmo- MaHybpuro-cTep- KOpMopo-
KOCTaNIbHOro HaNbHOro TUNa KOCTasIbHOr O
TUNa KUNeBUOHOM KUNeBnOHoOn TUNa KUNEBUOHOMN
nedopmauymn nedpopmaymn nedopmauvn

rpyaoHOM KNeTkun
C 3anageHunem
HUXXHEN YacTun

rpyaoHON KNeTkun
6e3 3anageHus
Tena rpyauHsl

Tena rpyauHbl

MaHy6puo-kocTanbHbii TN KANK xapaktepusyetcs
BbICTyNaHneM Bnepen PyKOATKN FPYOUHbI, HUKHUE Ccer-
MEHTbI FPYANHbI MPU 3TOM MOTYT OblTb CMELLEHbI HA3aA.
Bennumna yrna Jistonca sapbmpyet B npegenax 110-135°.

MaHy6puo-kocTanbHbl TN KAMK ¢ 3anageHnemM Hux-
Heln YyacTu Tena rpyauHbl (pUC. 5) — NOJHbIN yrnoobpas-
HbIl CAHOCTO3 BCeW rpyanHbl. Hem MmeHbLue yron Jlbionca,
Tem 60JblLEe BEPOSTHOCTb 3anafeHNs HUXXHEN NONIOBUHbI
Tena rpyamnHbl, YMeHbLUEHWE nepeaHe3anHero guamerpa
rPYAHOM KNETKN N CMELLEHNS cepaLa.

MaHy6puno-cTepHanbHbI TMN KMneenaHon gedopma-
LMY rpyaHOM kKneTkm 6e3 3anageHns Tena rpyamHel npea-
CTaBJIEH HA PUCYHKE 6.

Kopnopo-KocTanbHbI TUN KUnesuagHowm aedopmauunm
(puc. 7) BCTpevaeTcs valle OPYrnx U xapakrepuayetcs
HanbonblWMM pa3HoOOpa3neM BHELUHUX MPOSIBIIEHUINA.
34ecb MOXHO BblAENUTb ABe KpaliHue GopMbl ¢ onpeae-
JNIEHHBIMW OT/IMYNTENBHBIMUA OCOBEHHOCTAMMU.

Kpyrnas rpyap — xapakrepusyeTcs TeM, 4YTO rpyamHa
n30orHyTa knepean Gosblue B CpeaHel unm cpepHein u
HXKHEN YacTaX.

MupamupanbHas dopma — rpyavHa HanpasaseTcs
KOCO BHUW3 W Krnepeau no npsiMor JIMHUN OT PYKOSTKU K
MeYeBMOHOMY OTPOCTKY. Yron Jlbionca npnbnmxaercs kK
180°. NepenHe3agHWii pa3mep rpyaHON KNETKN YBEINYEH.
3a cyeT 60MbLLOro PETPOCTEPHAILHOIO NMPOCTPaHCTBA Ha
peHTreHorpaMmmMax B 60KOBOM NPOeKLIMN BUAEH OTPbIB Me-
penHux KOHLLOB pebep OT rpyanHbI.

KocTanbHblli TN KnnesugHom gedopmaumm xapak-
Tepudyetcs GOKOBbIM BbICTyNaHWEM NepenHeln rpyaHom
CTeHKM 32 cyeT fedopMmMpoBaHHbIX pebep. Y aTnx naum-
€HTOB MMEEeTCs poTauus rpyaviHbl BOKPYr MPOAOJIbHOWA
ocu. Mpwu aToin pedpopmaummn pebpa Ha OAHOM CTOPOHE
BbICTYNaOT BNepea, a Ha APYro HaXoasaTCH B HOPMasb-
HOM COCTOSIHUM WNX 3anafaloT; rpyaMHa NoBepHyTa B
CTOPOHY MeHee BbicTynawowmux pebep. daHHbii Tun ne-
dopmMaumn Bcerga aCMMMETPUYHBLIN. [pn 3ToM Ha BOKo-
BOW PEHTreHorpaMmmMe Kpai KOHTypa BbiCTynaroLmx pebep
Oy[eT BbIXOAMTb 32 NPeAesibl NOIOCKN KOHTPACTHOro Be-
LecTBa, HAHECEHHOM MO NPOAOJILHOM OCU.

4. AnarHocTuKa naockocTonus

JnarHocTnka npoaonbHOro NI0CKOCTONUS OCHOBbIBA-
€TCH Ha fJaHHbIX peHTreHorpadum n nogometpun. Onpe-
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nensietcsa nHaekc @pugnenna (ynnoweH1s CBoga CTorbl)
no gopmyrne
Bbicota ctonbix100 / AnnHa CToNbI. (2)

B Hopme nHaekc @puaneHpa paseH 28—-30.

VIMeloT MecTo cneaytoLLme BapmaHTbl gedopmaunii:

— Yype3mMepHoe OTKJIOHEHME | MIOCHEBOW KOCTU KHY-
Tpun, a 1-ro nansua — kHapyxwu — hallux valgus;

— n36bITOYHOE OTKIIOHEHME | MIIOCHEBOW KOCTU KHapY-
XW;

— BeepoobpasHoe pacxoxaeHne niItoCHEBbIX KOCTE;

— MOJIOTO4KOOOpPa3HbIe NanbLpl.

5. AnarHocTuka aypanbHOW aKTa3numn

[ypanbHasa akTasua — 970 gunataums aypasbHOro
MeLLKa C NOoCneayLWmMM pacluMpeHnemM KOCTHOMO3rOBO-
ro kaHana. luarHoctmpyeTtcsa oBymMs MeTogamu: C nNoMo-
b0 MarHWTHO-PE30HAHCHOM TOMOorpadun n PeHTreHo-
rpaun4ecknmMm MeToaoM.

5.1. MPT-gunarHocTtuka

«30/10TbIM CTaHAAPTOM» OJ1S OMArHOCTMKM AypasibHOM
3aKTa3uKn NpusHaHHoO aBnsieTca MPT, KOoTopas BbINOMHAETCS
no metoay T. Oosterhof n coarT. (2001). BbinonHSIOT n3me-
peHns nepegHe3agHero pa3Mmepa aAMamMeTpa Tena no3BoHka
1 nepefHe3afgHero pasmepa guameTpa gypasbHOro MeLuka
neprnenanKynsapHO AJIMHHOM OCY TN MO3BOHKOB 1 iypasibHO-
ro Mewka. 3Ha4eHns AMaMeTPOB Tefla NO3BOHKA U aypasb-
HOro MeLLKa NoJly4atoT B CPeaHel TPeTu Ha ypoBHSX L1—Sy.

O [ypanbHOWM 3KTa3MM MOXHO FOBOPUTb MPU OTHO-
LIEHMN CarnTTasibHOro pasmMepa NO3BOHOYHOrO KaHana K
nepeagHesagHeMy pasmepy Tena no3BoHka kak 6onee nnm
paBHom 0,47 (L3) n 6onee unu pasHom 0,57 (S4).

5.2. KT-puarHoctuka

BbINONHAETCSA C MOMOLLbLIO KOMMbIOTEPHOW TOMOrpa-
dum [216]. Ona BbINOAHEHUS HEOOXOOUMbIX N3MEPEHN
BbIMNOJIHAIOTCS akCUasibHblE CEYEHUS Ha YPOBHE HOXEK
nyr No3BOHKOB Ls—S4. [lanee Nnpon3BoasaT MaMepeHue no-
nepeYyHoro auamMeTpa Tes NO3BOHKOB, MO3BOHOYHOIO Ka-
Hana n gypanbHoro Mmewka Li—L4. Ha ypoBHe Ls—S1 nsme-
psieTcs nonepeyHbIin guaMeTp TONbKO CMMHHOMO3rOBOroO
KaHana n aypanbHoro mewka (puc. 8).

Puc. 8. AnarHocTtuka gypanbHoi akTtasnm KT metogom
G. M. Villeiss n coaBT. [216]: A — namepenune B L1_4 (Lg)
nonepeyvyHoro guameTpa Tena no3soHka (4TI1), N03BOHOYHOro
KaHana v gypansHoro mewka (44M); B, B — nuamepenue
Ha ypoOBHE Ls nonepeyHoro gunamerpa no3BOHOYHOrO KaHana
1 oypanbHOro Mewka; I - n3amepeHune Ha ypoBHe Sy
NOMepPeYHOro natepo-narepasbHOro guamerpa
NMO3BOHOYHOIO KaHana 1 AypasbHOro MeLuka
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B panbHenwem no dopmynamMm npon3BoaMTCS pacyeT
nHaekca gypanbHoro Mmewka (MAM) n nHgekca CnmHHO-
Mo3rooro kaHana (1CK).

NOM =4 (X AOM (L1=S4)) / X OTN (Le=S4),  (3)
roe AOM — gpnameTp aypanbHoro mewka; AT — guameTp
Tena No3BOHKa;

NCK =4 (X ACK (L1=S4)) / 2 ATN (Ls—S4), (4)
roe ACK — auameTp cnnHHOMO3roBoro kaHana; AT — an-
ameTp Tena No3BOHKa.

MaTtonornyecknm cuntaetca MAM>3,75; NCK>4,50.

5.3. PeHtreHorpacduyeckas guarHocTmka

HapaBHe ¢ MPT MOXeT 1MCcnonb30BaTbCs Kaccuye-
CKUI peHTreHonorndecknin metoq [217]. YyscTButENb-
HOoCTb — 57,1 %, cneuudunyHocTb — 91,7 %. MNMpenckasa-
TesNbHas LEHHOCTb MONOXUTENBHOMO pe3ynbtaTta — 92,3 %,
npenckasatenbHas LEHHOCTb OTPULATENIbHOIO pPe3ysb-
Tata — 55,0 %. Ona OMarHOCTUKK AypanbHOW aKTasuun
PEHTreHONIOrMYeckKnuM MeTodgoM HeobxoaMma  OLeHKa
PEHTrEHOrpaMm NOSCHNYHO-KPECTLLOBOIO OTAENA NO3BO-
HOYHMKA B NPSIMOI 1 BOKOBOM Npoekumsx. MNpu aTom ans
LypanbHOWM 3KTa3um AMarHoCTUYECKN 3HAYUMbIMWN cHMUTa-

I0TCA cneaytoLLme nokasaTenu:
— paccTosHne MeXay HOXKamMu MO3BOHKA Ha YPOBHE
L4>38,0 MM (puc. 9);

Puc. 9. 'amepeHune paccTosiHUst Mexay HoXKamMu No3BOHKa Ha
ypOBHE L4 Ana AnarHoCTUKN AypasibHOM 3KTasum
PEHTIEHONOMMYECKUM METOA0M

Puc. 10. NamepeHune carnTtanbHOro anameTpa CnmHHO-
MO3roBOro kaHasna Ha ypoBHe S¢ AN ANarHoCTUKK oypasnbHOMn
3KTa3UM PEHTTEHOIOMMYECKUM METOAOM

— caruTTajibHbIi AMamMeTp CMMHHOMO3rOBOro KaHana
Ha ypoBHe S1>18,0 mm. M3amepeHne NpoBoaUTCS B Cpea-
Hel TpeTn Mo3BOHKA B OOKOBOW PEHTreHOSIOrMYeCcKomn
npoekunn. OueHMBaAEeTCs PacCTOsiHME MexAay 3afHUM
Kpaem Tena rno3BoHKa 1 NepesHnM Kpaem OCTUCTOro OT-
pocTka (puc. 10);

— CTEeneHb CYXEeHusi Tena Mo3BOHKA Ha YPOBHE
Ls>5,5 mm (puc. 11). NponsBogntca n3aMepeHme LWMpUHbI
BEPXHEWN U HUXHEN 3aMblKaTesbHbIX MIaCTUHOK Ls, a Tak-
Xe B CpeaHen TPeTu.

Puc. 11. NamepeHne CTENEHN CYy>XXEHUSA Tena NO3BOHKA
Ha ypOBHE Ls A9 AMarHOCTUKKM AypanbHOM SKTa3nmn
PEHTFEHONI0rMMYECKUM METOA0M

CTeneHb CyXeHUs BbICYMTBLIBAETCH MO CleayloLei
dopmyne:

CC = (B3I + WH3M) /2 - WCTM, (5)
roe CC — cTteneHb cyxeHus; LLIB3IM — wupnHa BepxHei
3amblkaTenbHON nnacTuHky; LLH3M — wwupuHa HWxXHen
3amblkatenbHon nnacTuHku; LWCTM — wupuHa cpegHen
TpeTn Tena no3BOHKA.

6. lnarHocTukKa NnpoTPy3un BEPTIIY>KHOW BNaAUHbI

MpoTpy3us BepTAyXHOW BnaavHbl — 3a6oneBaHune, xa-
pakTepuaytoLeecs yrnybneHnem BepTyXXHOW BNaguHbl 1
rny6oKMM NOrpy>KeHNeM B Hee ronoBky 6eapeHHON KOCTH
(puc. 12). CocTosiHMe coYeTaeTcs C UCTOHYEHMEM Tena
0€e3bIMSHHOV KOCTU U BbINSAYMBAHMEM [OHA BEPTNYXHOM
BMaAMHbl B NONOCTb Ta3a. [MpoTpy3unsa BepTAyXHOM Bnam-
Hbl OMAarHOCTUPYETCH HAa OCHOBE PEHTreHOrpaMm MeTO-
nom KynbmaHa, BKIIOYaoLWLMM:

— JIVHVIO BEPTYXXHOW BMaAuHbl — NPOeLmpyeTcs Me-
OManbHee UINOUCXNANbHOM NMHUM Ha 3 MM Y MYXYUH 1 6
MM Y XXEHLLNH;

— yron Bubepra — coctasnsiet 6onee 40°;

— nepeceveHne «cnesbl» Kennepa nnnoucxmanbHom
JINHNEN.

7. AonnxocTteHomMmenusa

JonnxocteHoMennsa BbICTaBASAETCS NPU OTHOLLIEHUUN
BEPXHEro CerMeHTa Tefla K HMXHEMY CermMeHTy Tena
<0,85 n «pasmax pyk/poct» >1,05 6e3 BblipaXeHHOro
CcKonmo3a. HMXHMM cermMeHT onpeaenseTcs Kak paccTto-
SIHME OT BepxHel 4acTu NoOKoBOro cumomnaa 4o nona B
MOJIOXEHUN CTOS, BEPXHUI CEermMeHT NpeacTaBasieT Co-
60W pa3HOCTb POCTa MUHYC BENYMHA HUXHETO CErMEH-
Ta (puc. 13).

BaXHO OTMETUTb, YTO HN OOHO U3 3TUX COOTHOLLE-
HUA He obGecneymBaeT TOYHOE M3MEpPEHUME KOCTHOM
Aucnponopuun B MNPUCYTCTBUM CUJIBHOTO CKOJSIMO3a
nnm kndosa.

8. Ckonunos

JAnarHocTuka ckonmosa ABNSeTCs PYTUHHON NpakTu-
KO, NMPUMEHSIEMOIM B OOJIbLUMHCTBE NevYebHOo-anarHo-
CTUYECKUX YUYPEXOEHUN, N HE TPeByeT A0MNOIHUTENbHbIX
NosICHEHN. [narHoCTn4eckn 3Ha4MMonm Npu CUHOpome
MapdaHa asnsetcs | cteneHb n BbilLE.
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9. JlnueBbie Nnpu3HaKm

MposiBneHns NULEBLIX MPU3HAKOB: Aonmxouedanus,
3HOMTaNbM, CKOLUEHHbIE BHU3 Ma3Hble LWenu, rmnonna-
315 CKYNIOBbIX KOCTEWN, PETPOrHaTumS.

9.1. Jonuxouedanunsa

Jonunxouedanua — ¢opma ronosbl, NpuU KOTOPON
OTHOLUEHNE MaKCUManbHOW LUNPUHbBI FON0BblI K MakKCu-
MasibHOM AnnHe coctaBnsaeT <75,9 % y MyX4unH n <75 %
Yy XeHWMH. [JaHHbIn noka3aTesb Ha3blBaeTCHA YepernHomn
nHpekc (4N).

Y =nNPrr /NPrx100, (5)
roe Y — yepenHon nuaekc; MNPl — nonepeyHbin pasmep
ronosbl; MNPl — NnpoaofbHbIM pasMmep rof0Bbl.

MiamepeHne npoBoamnTCs LWTaHreHuupkynem. Nsme-
peHne NPoAOSIbHOro AnamMeTpa rofioBbl OT TOYKK rnaben-
na (glabella) no Toukn onnctokpaHmnoH (opisthokranion).
MiamepeHne nonepevyHoro pasmMepa Yepena Mexay Todka-
MU 3ypuoH (euryon). JJaHHblE TOYKW SBNSIOTCS Hanbonee
BbICTYNAOLWMMN y4acTKaMu 4Yepena B COOTBETCTBYIOLLIMX
NAoCKOCTaX (puc. 14).

Puc. 12. AnarHocTtuka NnpoTpy3nn BEPTIY>KHOM BNAAUHbI:
JNINHNS BEPTIYXXHOW BNaguHbl NpoeunpyeTcs MegnansHee
WIMOUNCXMUANTBHOW IMHUN HA 3 MM Y MYXXUUH 1 6 MM Y XXEHLLMH
(A - npu cnHgpome MapdaHa, b — Hopma); nsmepenune yrna
Bubepra (B — 6onee 40° npu cunapome Mapdana, I — Hopma);
nepeceyeHune «cnesbl» Kennepa nnnoncxmanbHOm MMHNEN

(4 - npy cuHgpome MapdaHa, E — B Hopme) 9.2. AnarHocTtuka aHodpTanbma

Puc. 14. PacnonoxeHne aHaTOMUYECKMX TOYEK Yepena
05 NPOBeAEeHUs OLLEHKN YepenHoro MHaekca

OOBbEKTUBHBIM METOAO0M AMarHOCTUKM SHodTanbmMa
SABNSIETCA CTaHOAPTHOE UCCNeaoBaHme ak3odpTanbMoMe-
Tpom XepTang (puc. 15).

Mpon3BoanTCa N3MepeHne paccTosaHUs OT opbuTanb-
HOro Kpasi O POroBULbl.

Puc. 15. 9k3o0dpTanbMoMeTp XepTans

Mpu cmelleHnn rnasHoro s6aoka K3aam npoucxoasT
CY>XEHWe rnasHom wenn, o6pasoBaHme CKIagok Ha BEpPX-
HEM Beke, MHOrAa OorpaHn4yeHne NoABMXHOCTU FNa3Horo
s610Ka C AUNIONUEN, CHUXEHME 3PEHNS.
M'Mnonnasus ckynoBbIX KOCTEW NMpeacTaBnseT coboii
Cy6bEeKTUBHbI CUMMTOM, NpeacTaBnsiowmnii cobor Heao-
k== Pa3BUTOCTb CKYJIOBOW KOCTWU.
Puc. 13. Pasmepsl Tena, uamepsiemMble PetporHatua npenctaBnsetr coboil CyObLEeKTUBHbIN
019 ANarHoCTUKU A0NNXOCTEHOMENUun CUMNTOM, O/ KOTOPOro XxapakTepHOo pacrnoJioXkeHne K3a-
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OV HKHEeN 4encTn, KOTopasi HAXOAUTCS B CTOPOHE OT
MAOCKOCTW N1ua, ecnm CMOTPeTb B GOKOBOW Mpoekumu,
npuv 3TOM BO GPOHTASIbHON NPOEKLUMN CMELLLEHUSA HEe OT-
MevaeTcs.

AHTMMOHIONOUAHLIA pa3pes rna3 (CKOLWEHHbIe BHU3
rnasHble LWenu) npeactaBnsgeTr CoOol CYyObEKTUBHbIN
CUMNTOM, AJ19 KOTOPOrO XapakTePHO HAaXOXOEHNe HapyX-
HbIX YII0B rN1a3HbIX 0/I0K HUXE BHYTPEHHUX.

10. KoxHble nposBneHust

XapakTepHbIM OMArHOCTUYECKUM MPU3HAKOM SBJIS-
I0TCS aTPOPMYECKME CTPUM, HE CBSI3AHHbIE C FOPMOHaJIb-
HbIMW  HaPYLUEHUSMU, OXWUPEHUEM, OEPEMEHHOCTLIO.
HanbGonee 4acTbiMM loKanusauusiMu CTPUIA ABNSILOTCH
y4acTKN KOXM B 061aCTU HapYyXXHO NMOBEPXHOCTU Mieya,
6eppa, HUXHEN TPeTW CnuvHbl, BCTpeyatoTcs y 65-80 %
naumeHToB ¢ cuHapomom MapdaHa (puc. 16, 1-2).

Puc. 16. KoxHble npuaHakm cuHapoma MapdaHa B Buae atpoduyeckmx cTpuii ¢ Hanbonee xapakTepHbIMn
nioKkannsaumsMm B 061aCTn Hapy>KHOM MOBEPXHOCTY rnieyda (2) 1 HUXHEN TpeTu crvHbl (1)

11. AnarHocTukKa npoJsianca MMTpasbHOro Knana-
Ha

OcywecTBnseTcs No ctaHgapTHon metoamke. OueHka
DAHHOro KpUTEpPUS MPON3BOAUTCS BHE 3aBUCUMMOCTU OT
Tuna n cTeneHu nponanca.
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